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PROCEEDINGS (9:05am.)

DR. McCABE: Wéll, good morning, everyone. | want to welcome everyone to the 11th annual
meeting of the Secretary's Advisory Committee on Genetic Testing. The public was notified
about this meeting through an announcement in the Federal Register on October 19th, and a
posting on SACGT's website. We appreciate the public's interest in our work and, asis our
custom, we have provided an opportunity to hear from members of the public during this

mesting.

Our meeting will focus on a number of important issues in education, informed consent, rare
disease testing, genetic discrimination, and FDA's progress in the development of aframework

for the regulation of genetic tests.

This morning Dr. Boughman will lead off with areport on the outcomes of the November 14th
roundtable meeting that explored some of the major questions the work group has been tackling,
including how geneticsfits into current or future health practice, the major genetics educational
needs of various disciplines or professions, and obstacles and gaps in the integration of genetics
into health professional education and practice. | want to thank everyone who attended the
Education Roundtable yesterday and welcome those from the Roundtable who are attending the
SACGT meseting this morning. The work group's plans for an Education Summit in February will
aso be discussed. Then Dr. Joseph Henderson from Dartmouth University will present a novel
educationd tool developed through support from CDC. Later today, Dr. Koenig will present the
Informed Consent Work Group's draft information brochure on genetic testing for the

Committee's consideration, and she will walk us through the work group's progressin the
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devel opment of recommendations for informed consent for testsin clinical and public health use.
She will aso be seeking the committee's input on the direction being taken with that project.
We will then be briefed by key Congressiona staff on the status of efforts to pass genetic anti-
genetic discrimination legidation. We will end the day with an update from the FDA on the
agency's progress and further development of the new paradigm for the regulation of genetic

tests.

Tomorrow morning Dr. Lewis will briefly update the Committee on the Access Work Group's
progress. We will then spend the morning discussing issues on rare disease testing. Ms.
Davidson and Dr. Michael Watson, co-chairs of the Rare Disease Work Group, will lead the
session and we will hear a number of important presentations on the development, oversight,
avalability, and accessibility of genetic tests for rare diseases. Tomorrow afternoon Dr. Hans
Andersson and Marie Krouse-Wood from Tulane University will present data from a CDC-
funded study of laboratory reporting of genetic test results. We will close with a brief discussion
of the request SACGT has made of the HHS agencies for information on efforts to enhance

knowledge of the validity and utility of genetic tests.

We have scheduled public comment sessions for both days. | want to encourage members of
the public here today who are interested in making comments on issues relevant to genetic

testing to please sSign up at the registration table outside of the meeting room.

Findly, I want to conclude by noting that our report on the development of a classification
methodology was submitted to the Secretary, and copies are available to the public. The report
will also be posted on the SACGT's website next week.
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Let's now hear from Sarah for her important reminder about the ethics rules.

MS. CARR: Thank you. Being a member of this Committee makes you a specia government
employee and thereby subject to rules of conduct that apply to government employees. The
rules and regulations are explained in areport titled " Standards of Ethical Conduct for
Employees of the Executive Branch," which you received at the beginning of your appointment.
At every meeting, in addition to reminding you about the importance of following dl the ethics
rules, we always like to review the steps we take and ask you to take to ensure that any
conflicts of interest are addressed. As you know, before every meeting, you provide us with
information about your personal, professional, and financia interests. We use this information as
the basis for assessing whether you have any real, potential, or apparent conflicts of interest that
could compromise your ability to be objective in giving advice during committee meetings. While
we waive conflicts of interest for general matters because we believe your ability to be objective
will not be affected by your interests in such matters, we also rely to a great degree on you to be
attentive during our meetings to the possibility that an issue will arise that could affect or appear
to affect your interests in a specific way. If this happens, we ask you to recuse yourself from
the discussion and leave the room. Asaways, if you have any questions about the rules of
conduct or conflict of interest, our committee management officers will be happy to address

them. One of them, Mary Nuss, is here with us today.

Before | end, Mr. Chairman, | would like also to take a moment on behaf of the entire
Committee and SACGT gtaff to congratulate you on your recent election to the IOM. We know

what agreat honor it is, and much deserved. Congratulations.
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DR. McCABE: Thank you very much. Also, I'll just mention that we hope to have Pat Barr

and possibly Reed Tuckson connect by phone with us during the meeting.

SACGT views awell-trained health care workforce as a critical element of enhanced oversight
and a fundamental way of assuring appropriate test use and interpretation. The priority we
place on thisissue is reflected in the intensive efforts of the Education Work Group. At our last
meeting in August, the work group presented a great dedl of information about the state of
genetics education in the health professions and led the Committee in a discussion of a proposed
summit to bring together leadersin the field and the community to explore critical issuesin
genetic education. Y esterday afternoon the Education Work Group convened a roundtable
meeting on genetics education. The participants who represented a wide range of health
professiond disciplines and organizations were al extremely knowledgesble and insightful about
the issues in genetics education of hedlth professionals. The roundtable participants provided the
work group with a deeper understanding of the issues and offered a great deal of helpful
guidance in the planning of a much larger public education summit to be held next year. Dr.
Boughman will report on the outcomes of the meeting and lead the Committee's discussions of
where we go from here on this important issue. Joann, thank you very much for the meeting

yesterday. The group was redlly very engaged, and | think it was a very prdfitable meeting.

DR. BOUGHMAN: Thank you, Ed. Thank you very much. | was pleased to have Ed say that
the roundtable and the work group have explored the questions around genetic education, not
that we have answered them, because we in fact do not yet have all the answers. | aso thought
it was appropriate that you all arein the light and I'm over here still in the dark. That's how it

feels sometimes.
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The Education Work Group has been working for quite a while now, and back in August of
2000, if you remember, al of the work groups were established, with the charge to the education
group to gather information, to conduct literature reviews, identify gaps and needs, and to make
some recommendations ether individually or in the form of awhite paper. We have maintained,
as SACGT in generd has, to consult with stakeholders and assess both public opinion, public

input, and in our case the public education efforts as well.

In February of 2001, we had a meeting and discussed the literature review draft and the white
paper. The Situation at that time was that many groups had recognized the needs out there.
Some groups -- and by that | might mean discipline-specific groups, ingtitution-specific groups, a
variety of folks -- were creating certain kinds of plans. There were curricular content pieces
being developed, such as the core competencies that have been worked on by NCHPEG. There
were some model programs out there that were moving. We still had issues that the Education

Work Group has been grappling with, and | put these into phrases.

We found genetics migrating into other health care disciplines but not meshing into the basic
materia of those disciplines. We found ourselves infiltrating but not integrating into the basic
materials. A constant issue has been the role of geneticistsin providing these services versus

how al other practitioners were going to be providing these services.

So we acted alittle bit like scientists at that point and said let's step back and gather more
information rather than charging ahead. In the spring and summer of 2001, we continued to

gather information and, for the Committee members, you know that in the literature review and
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soon -- and at this point I'd like to thank Susanne Haga as the chief staff to this committee.
She's done a marvelous job of pulling volumes of information together, and here are some of the

topics in the material that we had put together.

Then in May we proposed to the Committee to host a summit. If you remember, then, in August
the Data Work Group kind of superseded us, if you will, but first things first, and the Committee
decided that the Education Work Group could step back alittle bit, and during the August 2001
timeframe we came up with the idea of rather than proposing a summit for November, because
we were still having trouble getting our hands around things, that we would go with a smaller

roundtable kind of representation and, in fact, have a candid discussion.

We are now halfway through the Day 1/Day 2, and yesterday we did have avery lively and
candid discussion. Thetable was, | guess, the same size as this one, and it was pretty much

non-stop, lots of great ideas that well review in just a minute.

Our hopes were to clarify some of the barriers, identify some of the successes, focus our
discussion points, and recognize some potential for steps, bring those ideas to you, see if we
could crystallize any recommendations for the Committee to take forward, and design amore

efficient and effective summit for the February timeframe.

The list of participants, the members of the Committee in your book have the list of participants
from the roundtable yesterday. The way we approached this was that we had a kind of
roughed-in table where we wanted people who represented the formal curricular phases of

training. We wanted individuas who could better represent the context or the position of
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practicing professionals from the ongoing activities out there. We then thought about the various
kinds of professiona groups that we might want or need to have here, so we had dlied health,
we had nursing, we had medicine, we had primary care, we had speciaists, we had awide
variety of individuals and made it clear to them that when they came in, while they were
representing the perspective of that discipline or their own background, it was not expected that
they were representing the viewpoint or the opinion of any one group. Ergo, our conversation

was much more open and wide-ranging.

We gave these three goals at the beginning of the afternoon: to explore the integration of
genetics into current and future practice; to discuss major curricular needs of these disciplines
from the viewpoint of core competencies, training programs, faculty training and devel opment;

and then to identify some of these obstacles or gaps.

We a so gave them the tasks of being actively participatory -- they took that very serioudy,
thank heavens -- to identify focal areas and help guide the whole committee's discussion, and
then to talk about areas in the summit. Here are the discussion questions, and the exact content
of these are not so important. We tried to give aframework to a discussion that was, in fact,
freeranging. But we basically broke it down into three mgor bullets. The first was the
integration of genetics into clinical and public health practice and the educationa needs of
current providers. We wrote down some questions that might help guide the discussion. We
then moved into content and curricula of genetics education, and some of these are pretty
specific, some of them are fairly general. Not only did we find ourselves moving from question
to question within some of these categories, we moved back and forth between the categories.

But | think it was useful to start out with a framework because people recognized that they were
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moving from one category to another, and one of the things we found out was that |abelling,
categorizing, trying to see where things fit is a part of this complex issue. In fact, we're putting
together the puzzle in finding out which blue pieces are sky and which ones are water. Then we

moved on to gaps and needs in genetic education.

The other thing that we did was that in the work group we mixed people up around the table. So
some of us from the work group who had been involved in many other conversations were
interspersed among individuas who had been invited to the workshop. We tried the approach of
assigning work group members to pay specid attention to one or the other of the areas to help us
bring out themes to reiterate some of the points that they heard that were made that were either
unique, an underlying theme, or something that the Committee and the work group might get

their hands around more specifically.

So what I'm going to do in the next few minutes is go through these three areas, and what |
would like to do is have, at the end of each one of these three, if work group members or
participants in the roundtable have things that they would like to add, that's when we can jump in

and then pull it together in afew minutes.

If we go back to number 1, the integration into professional practice, one of the early and very
specific comments that was made was that, yes, there are alot of groups that are recognizing
the needs, but there are still some groups that need to get past the denial stage. They're ill
saying, "That doesn't affect me," and we've got to, in fact, clarify, very specifically demonstrate
to groups that in fact genetics is important to them and their practice in one way or another.

We get then into the phase of increasing the awareness, and several people made the point that
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you've got to get the message clear. This came in the manner of having geneticists, having
those of us who talk and think about these genetic services, define very clearly what the
behavior is that we are expecting of these practitioners. Don't say, "Think genetic." Don't say
"Approach your patients differently.” What's the behavior? There were severa points that, in
fact, pharmaceutical firms, other organizations have done very good jobs in marketing and being
very specific about here's the behavior we want you to change and here's how we're going to
facilitate that change. In fact, people from avariety of disciplines were actualy really very good
about helping us figure out what some of those changes should be, and I'll get back to one of the

very interesting themes | thought yesterday.

Severa groups made it very clear that medicine of the 21st century is going to be evidence-
based medical practice, that the folks out there in the real world want to know when these
services, when the tests, when the actions are acceptable medical practice. They want the
evidence. That told usin a couple of ways that trandational research, getting that evidence,
doing the outcomes research, demonstrating how changed behaviors result in better outcomes, is
absolutely critical. We had some discussion about some of the model programs out there that
were quite interesting. One of the other ideas in the development of evidence-based practice
was that there was a general affirmation, | would say, of the NCHPEG core competencies, with
the interesting cavest, at least interesting to me. | heard messages loud and clear from a variety
of disciplinesthat they knew about these core competencies, they saw them, they read them,
they concurred with them, but they understood that they needed to take them away from the
table, massage them, and put them into action items for their own discipline. That, to me, wasa
very important comment made, and one of the parts that had been frustrating to work with, what

do we do next to work with these things, | think we heard yesterday that they're ready to have
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us pass them the ball. That may mean how are we going to support and strategize with them to

get those massaged and put into their own disciplines.

Another idea of the professiona practice aspect was the team approach, and lots of people
talked about this both in model programs and from avariety of viewpoints. One of them had to
do with one of the things we've been struggling with, and that's the genetic workforce issues.
The point there, and I'll just make one point, isif in fact we expect and believe that genetics
should be infused in the day-to-day practice of other health care professionals, what then is the
role of geneticists and how do we mesh that and make the referral systems appropriate? And
even if we are moving geneticsinto all these other practices, there still remains the need for the
genetic speciaist, and there was concern voiced yesterday repeatedly that the pipeline for that

group of genetic specialistsis not as large as it should be, so there was a focus on that.

The other aspect of team approach, if we are going to be coordinating these teams, putting
everybody together, we still need leaders for those teams arising out of al of the disciplines

across these areas, and so we do need to focus on faculty development as well.

Thefinad pointsthat I'd like to make here. We heard clinical tools mentioned many, many times
yesterday. We need tools. We need examples. Give us things that work that we can take into

our practice immediately.

One of the things that's exciting about working with groups of bright people who are redlly
engaged and active listenersis that you see "ah-has' around the table. They're very obvious on

people's faces. We had a discussion about the family history, and there were two or three
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comments that were made that were very insightful and | think very important, and certainly
there were ah-has from me. The family history was defined first and foremost as the most
important of the genetic tests. It was defined as a predictive test. And it was also defined as a
common denominator that should be implemented in dl of the health care specidtiesin some
way or another. The family history as atool is extremely important. Then we got into some
really interesting ideas about ways that that could happen and a couple of examples in computer-
based programs, and so on. To me, that was very interesting, and | would like for anybody else

who was there to comment on that in a minute.

One of the other thingsin the tool set that people talked about very often was computerized
point-of -care technology. Several people pulled out their pocket computers and said, "If | just
had the genetic tools here, it's not quite the same as just in time. That somehow connotes people
not having the readiness. But point of careis very different. It just connotes convenience of the

materid that they aready have but don't need to have al in their own computer.

The other clinical tool that several people commented on was give us lists or resources or ideas
of what the truly credible sources of information on genetics really are. There is so much out

there. How do I, anon-geneticist, sort it out?

So I'm going to stop there for afew minutes and | would like for folksto chimein.

MR. HILLBACK: | very much agree with the way you've summarized this. | thought it was

an excellent day and alot of really interesting folks came and thought about it. | tried to

organizeit in just alittle different way to try to take it back to some of the fundamental issues
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that I've dways seen, so let me just lay it out for you.

| thought that one of the most crucid things that you mentioned was this dividing the roles
clearly. We heard that over and over in lots of different ways yesterday, that each group needs
to understand the other person'srole. Someone said the geneticists need to think in the other
guy's shoes, what role are they in. | almost get back to the point that when you start to think
about that and when you go through the stuff that NCHPEG has done that Joe Mclnerney has
presented, you realize that the objective there isn't to make geneticists out of everybody el se.
It's to allow them to work with geneticists and with the genetic information in a safe, relaxing to
them, easy way. That's really what we have to do, because genetics for the average
practitioner, whether it'san M.D. or anurse or any other specidlty, thisis just one more set of
toolsin abig toolbox, and | think we may even have over-sold the idea that geneticsis not going
to be just atool but it's going to be the tool that does everything. It's got a screwdriver and a

hammer and pliers, and magic besides.

So | think when we get down to some practical things, | just listed four points under the
practitioner side. After we assume that we're not going to over-sdll this and we're going to be
redlistic and say we understand this is one more set of tools, that you need to know how to hold
ahammer at least, and then well show you where to hit it and well show you how to useit. So
one thing was to go back to what NCHPEG is saying, which is the primary education function --
and | started off yesterday thinking the issue was different for existing practitioners and people
in school, and the more | listened, the more | came to the conclusion that the fundamental issue
isthe same. How we get it to those people is probably different, to the two groups is probably

different.
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So the four points on the practitioners. Teach them afundamental framework, don't try to teach
them to be geneticists; teach them how to do the fundamental analysis, how to synthesize it.
Someone said just get people to think genetics a bit each day with each patient. Maybe it's only
for 10 seconds as they 1ook at the patient and think about the patient. Buit if they just have that
one thought, they'll at least ook that way. Then, as Joann said, start with real, useable examples
that people can do today. If you keep talking about the future and what you need to know in 10
years, then the doctors will say, fine, then well learn it in 10 years, we won't learn it today, we
won't bother to get into this. So in every area, we need to have some real examples. The next
was where to go for facts, where are the credible sources, and that gets to the electronic
databases, the PDAS, the Palm Pilots, whatever else might be there. Finaly, how to use the
genetics professionals, not to assume that they're there to try to take over your practice or take a

patient away. How do we make that work?

Then on the other side, from the geneticists, again they need to understand what their role needs
to be going forward, and as | said, think in the other person’s shoes, the other professiona’s
shoes, and then figure out how we increase both the numbers and the availability. How do

geneticists work with al these other practitioners? If they are a crucia tool, how does that fit?

Then there was an interesting thought. My last comment is there were alot of interesting
thoughts about more joint programs. Those were joint rounds, they were at point-of-care kinds
of things. But someone else, and | can't attribute this to the person who said it, said we ought to
have more cardiogeneticists or neurogeneticists, and we ought to find programs that will increase

the numbers of those people who can be the trandational leaders. We have geneticists on one
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side and neurologists on the other. Where are the neurogeneticists? There are some, but are
there enough? Maybe programs focusing on increasing people who can walk both sides of the

street and think about both sides will help with this transition.

So those are some of my take-aways and my way of organizing what we heard yesterday, but |

think it's very consistent with the way Joann summarized it as well.

DR. BOUGHMAN: Elliott kind of did into 2 and 3 aswell, as we did yesterday. Ann, did you

want to comment on this section?

MS. BOLDT: Yes.

DR. BOUGHMAN: | don't know, you all give me some guidance. Should | run through 2 and 3

and then have a more genera discussion? Go ahead and comment, Ann.

MS. BOLDT: Okay. | wasjust going to comment to underscore the importance of the family
history as a genetic counselor, of course, who recognizes how important it is to see that, and the
patterns that we see, not only the medical history but also the social histories. But it was brought
up by I think Skip Elsas that there's a disconnect between the medical school studentsin terms
of what they're being taught and how to draw a pedigree, and then also the practicing physicians
telling them that they shouldn't draw a pedigree. So asthey're talking and doing their clinical
rotations, they're drawing a pedigree, and then "Oh, no, no, no, you shouldn't do that." So | guess
we need to emphasize that this does need to be a multi-tiered approach in terms of the

education, and we need to underscore that aswell. So we need to attack thisin al different



© 00 ~N oo o b~ wWw N P

N NN NN R R R R R R R R R R
A W N P O © 0 N O O M W N B O

21

directions.

DR. BOUGHMAN: Ed, did you have something?

DR. McCABE: Just that | think it would be good to go over 2 and 3, because | think it was
obvious yesterday that it was very difficult to keep al these topics separated, and the discussion
sort of flowed fredly. Soit's probably good to run through them and then not be constrained by

any one of those.

DR. BOUGHMAN: Okay. In Area 2 there was more focus on formalized curriculum, if you
will, athough CME, depending on how you look &t it, falsinto both. But in the content and
curricular area, one of the basic comments that was made was that it's not just knowledge and
skills. It's knowledge, skills and attitudes, and that in fact we might use genetics for getting into
curricular areas in discussion of doctor-patient relationships, that that may be a basis from which

we could work.

There was no debate at al about whether genetics ought to be taught in formal courses or in an
integrated kind of way. Everybody rejected either/or. Everybody wanted both/and. We talked
alittle bit about some of the curricular areas where it's taught as a basic science, and this

primarily was focused on medical schools, but it is now trandating into many other aress.

With problem-based learning going back to Elliott's comment about case history-based issues
that we have some opportunities there, but there still are major disconnects that during

clerkships, certainly in the third and fourth years of medicine, during the rotations for other
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professionals on the wards, they are not seeing and hearing genetics as they should.

Another point here with the affirmation of the NCHPEG core competencies, with the caveat
that the disciplines need to kind of hone the definitions and bring the areas within those

competencies that are the essential elements and the most relevant to them.

There was more talk about the appropriate review and revision process for curricula, that
geneticsis changing rapidly and that there needs to be an ownership of the genetics portions of
the curriculum in the variety of schools, and that this should not just be ownership by a geneticist
or afew geneticists, that these individuals across disciplines are representing a variety of
viewpoints really need to get together and take ownership; and that the disciplines themselves,
whether these are the boards or the professional organizations, also need to take some

respong bility about getting things into their curricula and training programs.

Throughout the afternoon, some of the model programs that are out there were presented and
referred to, including the Genetics and Primary Care, some new degree programs or
specidizations in public health and genetics, some combined specidty residencies, one of the
ideas that Elliott just referred to, and some specia fellowships. There was a mention of a mini-
fellowship, even for currently practicing individuals that might come back and be re-trained or
trained more specifically in genetics to go back to their own speciaty. Once again, for content
and curricuum, there were pleas for resource materials, including specialized case studies and
additional web-based resources.

That led us to a clearer definition of where gaps and needs are, and this represented in some

respects some summaries and pulling out of some important bullets, | think. We need to define
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better the desired behavior change. We need to, in fact, now move on to step 2. We've got
some generic guidelines and competencies developed. We now need to get those into the
disciplines and get the disciplines to take ownership of them. We need to continue to enhance
faculty development, train the trainers, get the leadership out there. There needs to be continued
or at least adequate expansion of the genetics work force to meet the increasing need. There
was aclear call for support of trandational research. There was a clear call for continued
support of these model programs and/or possibly new and innovative kinds of programs. These
last two bullets, | think in alot of different ways it came out that there are some good models out
there, there are some good programs, but there is real concern about the ability to continue those
programs with the budgetary situation as it is coming down here at the federal level. Support for
specid fellowship programs, the mini-fellowships, the variety of different kinds of training
programs. These could be small, they could be large, they could be federa, they could be state,
they could be ingtitution-based, but there needs to be afocus here. And, once again, the credible

resource list.

A couple of the other points that | just pulled out were the common denominator that was
brought up many, many times and somehow we need to get our hands around this was around
this idea of family history, and there were several conversations about the electronic medical
record. The Education Work Group still has a pretty big agenda. 1'm not sure we're quite ready
to take on electronic medical records in the United States, but | think that there may be a smaller

piece of that that we somehow want to utilize as a starting point.

| would say, and I'm very pleased to be able to say, that while we have decided that we weren't

ready for a summit, while we decided on having arelatively informal roundtable, this was not



© 00 ~N oo o b~ wWw N P

N NN NN R R R R R R R R R R
A W N P O © 0 N O O M W N B O

24

meant to be a consensus conference. We thought we were bringing people together who
together with us would have quizzicd looks on their faces. During this discussion, | heard two or
three very specific recommendations that | think the afternoon roundtable would like to bring to
SACGT for consderation of fleshing out and making very specific, and one of those had to do
with continued support for the Title VIl programs that a variety of groups have felt were very
successful, and that this clarion call for more trandationa research because of the medicine of
the 21st century and health care of the 21st century being evidence-based, and we've got to get
our act together with regard to genetics. | think those two themes, at least, were very specific
and should be considered by the full Committee and on behalf of the work group. For starters|
would, in fact, put those out on the table for discussion points, recognizing that there are other
challenges to put together the agenda for the summit, which well do in afew minutes. But |
was very pleased that a roundtable that was -- | don't know, how many hours were we here
for? Four hours? Four hours. It was avery full and rich afternoon, yet | was quite pleased that
we got as focused as we did as quickly aswe did. Once again, I'd like to thank al the members

who were there.

Let me now turn it to the group. We have severa of the invited participants from the workshop

here and our work group members. David, good. David Gale.

DR. GALE: I didn't mean to get front and center that quickly. | think there's one other issue
you dipped over rather quickly. The genetic community needs to work with the accreditation
bodies of this country in the disciplines, and with the credentialing bodies, and I'd like to see that
broken out as an issue, because | think if we're to move genetics education into the disciplines,

we're going to have to work between and among those groups.



© 00 ~N oo o b~ wWw N P

N NN NN R R R R R R R R R R
A W N P O © 0 N O O M W N B O

25

DR. McCABE: Someone made a comment about boards driving content, and you affirmed that

very strongly, as | recal.

DR. GALE: Yes. There are about 50 different accrediting bodies nationaly that look at the
various disciplines, and in order to get it into the accrediting issues, it also has to be in the scope
of practice of many of these disciplines, and it is not now there. | think there needs to be at the
summit discussion between and among those various accrediting bodies and the credentialing

bodies.

DR. McCABE: Thank you.

DR. BOUGHMAN: David was shy to introduce himself. Dr. David Gae from alied hedlth
sciences. He'sin Kentucky but wears a variety of national hats and has been involved in one of

the genetics and alied hedlth programs that has been supported in genetics education.

DR. LEWIS: One of the things | heard over and over yesterday was peopl€'s need to have
credible resources, and somebody suggested that we have an SACGT approved list of websites.
| just wanted to comment on that area because I'm not sure we can be in the business of saying
what's credible and not credible. But | think what we can do is help people get alist of tools that
helps an individua evaluate websites to seeif they're credible, and there's lots of resources out
therethat | usein my teaching. | think that there are ways to help people figure out how to look
at awebsite and determine for themselves its credibility, because | think that is a big issue, that

people who don't know how to do this and who are only used to looking at peer-reviewed
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journals where everything aready has credibility because of the peer review process don't
necessarily have the skills to learn how to go out and critique materials that haven't gone through

that kind of peer review process.

DR. KAHN: My nameis Ruth Kahn. I'm from the Divison of Medicine and Dentistry, HRSA,
and | was amember of the Education Work Group. | wanted to pass around a colored picture,
and | don't know if there's enough for the audience outside, but at least it will give you a view of
how the Bureau of Health Professions and Materna and Child Health, who are collaborating on
anumber of projects, view their work with other agencies. | would just suggest that, as time
goes aong, we will be able to advise the general public on some curricula materias that will be
made available. Marie, do you want to just spesk to that a moment, on the GeneTests and

GeneClinics materia?

DR. MANN: Weél, just specificaly, we have funded a contract to develop a curriculathat is
going to be made available probably within the year that's going to incorporate alot of the issues
that wereraised. They will be case-based approaches that can be used by the generd
practitioners to enhance their understanding of genetics. Thiswill be done in collaboration with

what's existing at the University of Washington with their GeneClinics.

DR. KAHN: Thank you. We did address yesterday the Genetics in Primary Care Project that
is an effort to educate faculty in the primary care disciplines on how to get through case-based

learning the issues of genetics into the learning for their students. We are enlarging that effort

by working with the physician assistant community this year by another demonstration project

that's being carried out by Duke University. But | would encourage the Committee to look at
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whether or not two efforts are really going to make an enormous dent in the enormous numbers.
| don't have any suggestion for what you might say, but | think that while these can be models

and begin to address it, they can't nearly reach the multitudes of people out there.

The other point | wanted to make is that the slide that | passed around is the Bureau of Health
Professions and Materna and Child Hedlth effort to help us visualy examine the gap and
identify those agencies that we are engaged in with partnerships, with NIH, AHRQ, CDC,
states organizations and universities. Although we have not yet received clearance for it, we
arejust in the very initid stages of developing this, we are anticipating that we will begin some
satellite broadcasts to bring to the university, to the practicing community, some information
about genetics, and that's about all | can say on it becauseit'sredlly initsinfantile stages. So |

just encourage you to think about that.

The other point | wanted to make is that we've been very, very careful in the programs we've
been designing to ensure that geneticists and educators are working together. We've been
struck by the fact that people in large academic centers say to us afterwards, "Thisis the first
time I've ever met ageneticist,” or "Thisis my first opportunity to work with them." Were going
to build a bond now that's going to allow us to do this more easily. So if weve served as a

catalyst in that area, probably that's the most important work we've done.

MR. McINERNEY': I'd like to come back to this notion of credible resources on the web and
simply remind you that there is an organization -- | think many of you have aready heard of it --
called GROW, Genetics Resources on the Web, which is headed by Alan Guttmacher at the

Genome Institute, and NCHPEG is working closely with GROW to see if we can collaborate a
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little more effectively. But early on in the discussions in the GROW meetings -- and GROW
comprises about 50 separate organizations that have a presence on the web in genetics -- we
took on very early this notion of approved sites or sanctioned sites. Those individuals in the
group who have some background in the law very quickly called us off on that because of the
liability implications. Now, that doesn't say there aren't waysto try to demonstrate to the
broader community that the sites that you are affiliated with are, in fact, effective and credible,
and we are working and do have a set of interna guidelines that we ask GROW members to
adhere to, to demonstrate that their information is in fact credible and reliable and ethically

based. So there is aresource out there for us at this point.

MR. BAKER: Joann, | want to come back to a point you made in the integration comments
about the emphasis on ensuring that the different disciplines or the audience owns the
competencies. An important lesson learned was when we started looking at the public health
community at how and where they felt genetics fit into what their roles and their functions and
their competencies were. So in order to create an urgency and a demand for that training, one
of the things they did was take the NCHPEG competencies and digested them and pulled out the
pieces that were relevant and put it in language that made sense to them, and therefore
challenged the educationa ingtitutions to provide that training, because they then owned those
competencies and said | want to be trained in this, so then the training demand is created.
Findly, when it's done by the community and for the community, they end up redlly creating

some support for this.

DR. LEWIS: | think one of the themes that | heard loud and strong yesterday was the

workforce theme, and as a non-geneticist generdist, one of the things that 1'd like to talk about is
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the appropriate role for avariety of health care professionds at various levels and that
everybody doesn't have to be atertiary level 3 geneticist, but that what we really need to do is
that we need to work to develop an appropriately differentiated workforce because lots of
problems can be handled at the level of primary care and don't necessarily need the referral.
What we want to make sure of is that we have enough referral level 3 type people available for
folks who need that kind of assistance, and we need to make sure that we've got alot of people
in the workforce who can do -- that 90 percent of the work can be done by 90 percent of the
people, and then that small number of people are appropriately positioned and appropriately
trained to educate the generdists for what we all need to know to be effective providers, and
then save the skills of the most highly educated, most highly skilled individuas for the incredibly
complex cases. So | think it's not necessarily a numbers issue but it's alooking at what are the
levels of competencies we expect at various levels of providers. There are lots of aress, for
example, in my own discipline there are 2.6 million nurses who are pretty strategically placed
throughout the country who can do afair amount of very comprehensive history-taking if they're
properly educated and then can identify patterns that need to be referred. So | think that it'sa
workforce issue. It's not just necessarily numbers, but it's looking at appropriate differentiation

of competencies at the various levels.

DR. LANIER: I'm David Lanier from the Agency for Healthcare Research and Quality,
AHRQ. I'm sorry | wasn't able to attend the roundtable yesterday afternoon. | had alast
minute conflict. But listening to the information that's been provided here, | guess I'm fegling a
little bit conflicted. On the one hand, some of the conclusions that were made by the group are
definitely not only down our aley, but you've been singing the same song that we've been trying

to sing for 10 yearsin terms of support for evidence-based practice, for team work,
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interdisciplinary teams, for clinical tools, point-of -care technology, all those things that we've
supported greatly. But what I'm struggling with is the extent to which genetics itself is
specificaly unique in this. What is there about genetics that's different from the broader ares,
from other issues seen in practice, in primary care, whether we're talking about prevention or
we're talking about detection of depression or some other clinical conditions? That's what I'd
readly like some help with. We've made some attempts to support, in a small way, some genetics

efforts, but what is there specifically about genetics that is so different?

DR. BOUGHMAN: | might try to respond to that, but first | would say that | was sorry you
weren't there yesterday either. There was a specific comment and recommendation to billionize

AHRQ.

I'm not sure that thisredly is different for genetics than the other kinds of approaches that you
took. | think it was if not new information, it was a clarified picture for those of us who have
been focused on genetics education, that there may be modes that are already being used by
disciplines out there that we, in fact, could take advantage of; or, in fact, if we are alittle bit
ahead of the curve, let us utilize the technologies, the methods that will be a part of the
mainstream practice. If we are thinking about some of these tools -- and let me just use this as
an example, the structured family history -- then let us think about it and talk about it with the
right people so that we don't create an odd man out there that does not integrate, does not flow

well with the generd practitioner's daily activities.

The thing that | heard more strongly than | had heard before, and maybe it's just because |

haven't been in the right rooms with the right people, but the disciplines and the practitioners, the
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curriculum people redlly are ready, willing, and | think if not now, very soon will be able to take
the materias and so on that the genetics community might be providing, that they are more ready
than | had anticipated the general world out there to be, and that helped clarify roles from my
perspective and said that SACGT needs to be cregtive in its facilitative role to get materials from

one to the other.

MS. BOLDT: Wédll, thisisadifferent subject, but there was also another theme that emerged,
that of reimbursement, and there's definitely overlap between the Access Working Group that
we've talked about. We know that reimbursement is an issue for genetics professionals, but the
neurogeneticists actually mentioned too that it's not as enticing for some neurol ogists who want
to go into neurogenetics because of the time-intensive, comprehensive nature of that work-up,
and that they're not getting reimbursed. So it's not only an issue in just the genetics professiona

arena. Reimbursement is aso another issue that we need to be considering and looking at.

MR. HILLBACK: David, | wasn't trying to answer or respond to your point, but | wonder if
part of the difference in geneticsisthat | do believe in some cases we've sort of over-sold it to
the general practitioner and they see thistidal wave, or what feels like atidal wave, coming at

them, and maybe they're just trying to run rather than figure out how to cope.

| guess I'd go back to comments from both Dr. Gale and from Tim. When | think about the

summit that we're going to have, it would seem to me that a very profitable part of that, avery
useful part of that could be to focus on how do we help, we the genetics community, the broad
genetics community that we represent here, how do we help the other parts of medicine figure

out their role here in the sense of looking a what NCHPEG has done, adopting it, modifying it,
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bringing it into their own house, and then connecting further with those groups into the groups
that manage the education and the accreditation, et cetera. 1t seemsto me that's a continuum,
and that that by itself could be one of the major topics, one of the mgor areas of focus of this
summit, because that to me isvery practical. Once it's somehow even part of standard of care,
it gets adopted, it gets used. |f we could get that started, even in a small way, then those groups
are taking the lead and we don't have to push. Then it starts to be a pull situation. Onceit'sa

pull situation, then | think it's inevitable.

DR. KHOURY:: Joann, thisiswonderful. | was furioudy taking notes here, and a few months
ago | had my own ah-ha moment in genetics in public health. After five years of trying to sl
genetics to public health programs like cancer and heart disease and asthma and kept getting
politely rebuffed, saying "When you have a genetic test, come talk to us." There are no genetic
tests for asthmatoday. There are no genetic tests for most complex, chronic disease, et cetera
| cameto the redlization afew months ago that family history as atool is ready for everybody's
consumption, including public health professonals. | want to elaborate on this and pick up on the
theme of evidence-based practice, family history being atool. | asked my internist -- | wasin
for an annual check-up last year, and | asked him, "Do you ever use family history for
anything?' He knew that | was a geneticist and worked for the CDC, so he said, "Of coursg, it's
the most important area” | asked him, "Well, what do you mean by that? Give me some
examples." And he started reciting all sorts of diagnoses that he has made because of family
history, from hemochromatosis to multiple sclerosis, al kinds of things. | was pleasantly
surprised, because my idea up to that time was fairly abysmal of what internists and primary
care people do. | don't know how much of this came up yesterday, but there is family history,

and there isfamily history. Thereisal kinds of family history. If you do asurvey -- actudly,
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we are collaborating with the American Cancer Society to look at the prevalence of family
history for awide variety of cancers. These are cross-sections of normal people who have no

cancer.

Let me give you an example. About 10 percent of people in that ACS survey have a positive
family higtory for first-degree relatives, one or more with colon cancer, about 10 percent. When
you think about that, that's a substantial fraction of the population. However, only 1 out of these
10 are early onset colon cancer, under the age of 50, or two or more first-degree relatives
affected. Thisisthe 1 percent of the population that you want to identify and refer for amore
in-depth genetic assessment, counseling, perhaps FAP testing and HPNCC, et cetera. But what
do you do with the mgjority, which is dl of us, because we dl have family histories of one thing
or another? It seems to me when you apply the evidence-based practice guidelines, we are
making public health recommendations that all people over age 50 should have recurring rectal
exams, sigmoidoscopies, et cetera, for early detection of colon cancer, and we know from the
literature that people with undifferentiated first-degree relatives with colon cancer have twice
therisk of colon cancer. That could be on the basis of multiple gene variance, multiple
environmental factors, a combination of behavior and genes, and very few of those are the high-
risk sngle-gene disorders. We know that at the age of 40, someone who has a first-degree
relative with colon cancer, their own risk is the same as a person at age 50 without afamily
history. So it would make sense even without any genetic testing or assessment for people who
have afirst-degree relative with colon cancer to perhaps begin their check-ups earlier than the

general population, perhaps at age 40.

So that that example and move it across al diseases, which means dl of usin this room, because
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we al have our family history baggage, be it cancer or heart disease or any other thing. It
seems to me avery small fraction of that baggage merits a genetic assessment because of the
high-risk sngle-gene disorder situation. The vast mgjority of that baggage is for the primary
care and the specialties to dea with, which is to use our accepted guidelines for preventive
strategies, smoking cessation programs, exercise regimens, five a day, colonoscopies, breast
exam, et cetera, to see whether or not family history could be used as an additiona tool to get

people to move, get people to reduce their risk behaviors.

Which brings me to the topic you have mentioned here, because family history is a predictive
tool, and in order to use it as such, we have to approach it with the same scientific rigor that
we've been discussing in the evaluation of genetic tests, meaning analytic vaidity, clinica
vdidity, clinicd utility, and EL S issues, because we know, let's say, for analytical vaidity, what
that means for family history, we know family history is arisk factor for most diseases, but we
don't know how to collect it, we don't know how reliable that is. Think of it in the same vein as
you think of alab test, because you have anaytes and metabolites, and here we have people
telling you that his brother has prostate cancer, or forgetting that his brother has prostate cancer.
So we don't know what that is. So you go through that same spectrum of analytic scientific
evauation, leading up to clinical utility, because clinicd utility is realy where the rubber meets
theroad. It isnot enough to tell a person that they are at a higher risk of lung cancer because
their mother died of smoking-induced lung cancer. We want to change their behavior by either
getting them to stop smoking or not to start.
Which leads me to the evidence-based practice. We have a series of evidence-based practice
guidelines for chronic diseases that we've been desperately attempting to move into public health

and mainstream preventive medicine, and one example was a recent anaysis of how good those
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practices are in the real world. The equivalent of evidence-based practice guideines from
AHRQ are the Community Preventive Services Task Force, which CDC has, and in a recent
analysis they looked at efforts to get people to increase their physical activity. We know that
physical activity is good for us, but we don't know what is the evidence for or against using
different ways, like school-based education programs, mass t.v. campaigns, et cetera, to get

people to move.

| think an important public health agenda would be the ability or using scientific tools to evaluate
whether or not family history can be used to change people's behavior. | think thisisalong,
tortuous argument, but this is basically where public health, preventive medicine and genetics can
come together, because only a small fraction of that merits that in-depth genetic analysis, the
gngle-gene disorder. Therest of it is undifferentiated family history that 10 years from now
maybe welll have the tools with the Human Genome Project to measure the many, many genes
or gene arrays that make us, let's say, at three-fold increased risk for a disease given family

history. But we're not there yet.

So my answer now to most public health people who ask me what's the relevance of genetics to
us today in the absence of rare single-gene disorders that we want to refer to the clinical
community, 1'd say, “What's your family history?’ Everyone has afamily history of some sort
which, for at least athird of the population, should lead them to take active non-genetic steps --
i.e., not genetic testing or anything -- but either behavioral modification or diet or sometimes

pharmacology or trestment to reduce their burden of disease. So thisisreally agreat bridge.

The last point | was going to make is that we in public health are going to take this very serioudy
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and we're going to adopt a public health scientific methodology for the issue of exploration of

family history, including expert workshops, and wed like to collaborate with SACGT dll the way.

DR. BOUGHMAN: | would just say that that concurs. The Preventive Medicine Task Force
was mentioned twice yesterday by participants as a good model for some of the kinds of things

that we're talking about.

DR. McCABE: 1 just have one comment that | didn't hear in the summary, but before | mention
this| need to disclose a potentia conflict of interest, and that is that I'm the father of ajournalist.
But | heard yesterday some discussion about the need -- that's perhaps why | heard this -- the
need to educate journalists about genetics also, because, in fact, an awful lot of the education of
both the public and health professionas occurs through journalists. We really need to engage the
journdist community in terms of understanding the importance of genetics, the importance of the
family history in medical care, al of these issues, and | think that's a very effective way of

getting our message out beyond the confines of the academic health center.

MR. HILLBACK: 1 think there were two alternatives for what we should do with journalists.
The other one had something to do with guns and bullets. Y ou picked the aternative that | think

was good for the family Situation.

DR. MANN: I'm Marie Mann from HRSA. | just wanted to affirm a couple of the comments
that have been made, specifically what David was saying, how do we convey the message
what's unique about genetics, and what Elliott said, that we don't need to overwhelm the primary

care providers and make this so difficult that they would run away fromit. Aswe're developing
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the summit, | think it's important to have sessions that deal with what is unique, how can we use
this information, whether it's the family history or any of the specific genetic information and
testing. How can we use it to improve the care of our patients? If we can get that message

across, then people will want to get to know that information, will want to be educated.

MR. HILLBACK: Wetaked alot yesterday about leading a horse to water, and Priscilla talked
about a conference that was in '98 in New Orleans that alot of us were asked to be faculty of,
and the faculty outnumbered the attendees, even though a lot of people were offered free airline
tickets to fly to New Orleans for a weekend to go to the session. | think the issueis to make
this accessible, mentally accessible, not just physically accessible. | like Muin'sidea, which |
think alot of people said in different ways yesterday, and Muin wasn't there. | think alot of
people said that the family history maybe is avery good bridge. They didn't say it in those
words, so those are his words, but when he said it the light went on with me that, gee, | think a
lot of people said that yesterday in different ways. Maybe thisis away to get people
comfortable that, yes, | do afamily history in my practice, | just don't quite think of it in the way

| could, and maybe that's a transition that they could be comfortable with.

DR. BOUGHMAN: Okay, before | go even to Pat, and before we break also, | would like to
make sure that any of the participants who were there yesterday at the roundtable who are
sitting in the audience, if they have anything that we have missed that you'd like to underline, put
in bold, or whatever, | want to make sure that we give those folks a chance we invited and who

shared their experience and expertise with us.

DR. BOUGHMAN: I'm taking silence as assent. Should we go ahead with a couple more
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comments before we break? Okay.

DR. CHARACHE: Weéll, first I'd like to thank the group for this elegant summary of the issues
that we've been hearing about. To me, in thinking about it, two things strike me. Oneisthe
absolute need to integrate the genetics into the professional practice, your number 1 point,
because otherwise it's not going to be effective. In doing that, it seems to me that the number 1
challenge under your "gaps and needs’ is to define the desired behaviora change.

| see this as avery major problem. We have a new chair of the Department of Medicine who
made it clear in hisfirst lecture on grand rounds to the department that he considers genetics as
the future of interna medicine. So the strength of that discipline in internal medicineis
recognized. I'm quite sure that if we pointed out to him that we'd like to see him request that
any medical presentation at grand rounds consider genetics and how it might interdigitate with
what they were presenting, that this could very well happen. Certainly, it would be extremely
interesting in my field of infectious diseases as an example. But | think what we have to do
before we even make such a suggestion is define what we want the outcome to be, the
behavioral change. So | see this as a high-priority first order of business that you called to our

attention.

DR. LEWIS: I've been thinking about the other themes | heard yesterday that maybe we want
to put on the table, and one of the themes that | heard yesterday was in terms of some of the
access issues that I'm working on with the Access Working Group. One of them was the
genetic test, the family history as being a genetic test, and as such, working on reimbursement
mechanisms for it. But the second theme | heard in terms of reaching out to diverse and under-

served and at-risk populations was making sure that we involved the AHECs, and | want to
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make sure we capture that.

DR. BOUGHMAN: Thank you.

PARTICIPANT: | think we should say what they are.

DR. BOUGHMAN: Area Hedlth Education Centers that are distributed around the country.
Each functions a little bit differently, but they infusein rural areasto agreat degree and utilize

expertise from regional tertiary centers.

DR. LEWIS: And they'reinvolved in education of hedlth professonas, and so thereisa
certain amount of consumer involvement. So it would be a great opportunity to partner with the

patients we serve as well.

DR. BOUGHMAN: Right.

DR. SHORT: Two points. Oneis so you know, I'm sure the AMA is not the only group, but
the AMA has an annua science reporters meeting, and they have actually done and are doing
again this year genetics. The point is whether or not some of the messages that are being
articulated here, perhaps taking those to the organizers of such a reporters meeting would be

helpful. 1 would be glad to do that.

The other point isthat | really wanted to affirm Tim's description of looking at the competencies

of particular different disciplines, and then how does genetics relate to them. Actually, the
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Family History Working Group of NCHPEG attempted to survey the various groups in terms

of what was the typical opportunity for them to actually bring up the family history in atypical
clinica encounter, and how that would have any relationship to what their general clinical
sarvices they were providing; i.e., if you were a physical therapist, how often did the family
history come up in the course of the top five clinical issues that you had to deal with? | think
that alowing people not only to identify their competencies but aso that process of salf-
discovery of how geneticsis relevant to what they do | think should be a point perhaps of the
summit. | think in our earlier discussions about the summit, the idea of having the various team
players take on a genetic problem, or a problem that may have some genetics, but to really
illustrate how genetics is relevant to each discipline as they would be encountering that particular

case.

DR. PENCHASZADEH: | just wanted to reflect alittle bit on the concerns about the
uniqueness of geneticsin al of this. | wanted to support this notion of the importance of family
history because of the practicing geneticist and involved in teaching for many years, it's been the
motor that has made genetics really get its place, at least in the minds of many genera
physicians and specialists of a different nature. | do think that geneticsis distinct in the sense
that it has developed primarily outside of most of the clinical disciplines, on the one hand, over
the past 20 or 30 years, and secondly because the distinctness is not so much in what it is but in
what it is perceived to be by the genera medical profession. | seethat very commonly in
everyday practice. Whenever physicians encounter a genetic problem, they run out of the
problem and they immediately come to the geneticist to advise them on what this means, what it
is. So | think for that reason and because genetics crosses every medical discipline as no other

specialty does, and it'sin dire need of knowledge on the part of the general professiondl, | think
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that makes it very distinct.

DR. McCABE: Another comment that | heard yesterday was that drug companies,
pharmaceutical manufacturers, have been very effective at changing physician behavior,
perhaps the most effective at changing physician behavior because it's key to their bottom line,
and we need to learn. Perhaps we can't get an army of detail persons out there visiting every
physician, but at least we need to know if this has worked in one sector. We need to try to learn
from the behavior of those individuals so that we can, in fact, influence physician health

professiona behavior.

DR. KAUWELL: First of dl, | did want to congratulate Joann on doing such an excellent job in

summarizing the material from our conference yesterday, our roundtable discussion.

DR. BOUGHMAN: Gail, could you tell us who you are and what you do?

DR. KAUWELL: Gail Kauwell from the University of Florida. | am by training a registered
dietician. | want to make a comment | guess to get it on the record, because the people in this
room may come and go, but the document will be there. | think it's really important -- people
have mentioned physical therapy and disciplines and have used those types of words today, but |
want to make sure that we have for the record, at least what | think this group intends when
they say disciplinesisthat they don't mean just medicine, nursing, physicians assstants, but they
aso mean dlied hedth. Dr. Short mentioned, for example, physical therapists. | just want to
make sure we get it in the record, because | think sometimes the memory will be short and when

it comes time for programs and funding and things like that, they'll go to a concentrated area and
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miss some of the other important disciplines, alied hedth included in that word. Soif | could just

offer that up, I'd appreciate it.

Excdllent job in terms of the summary, | think, and | appreciated being a part of it.

DR. BOUGHMAN: Thank you very much for reminding us of that. | would like to think that
the cross-section of people represented on the Secretary's Advisory Committee is so well aware

of that and that it's so obvious to us that we don't say it out loud frequently enough.

The other aspect that | would just reiterate is that one of the themes that did emerge yesterday
in avariety of ways was the doctor-patient relationship. Excuse me, the provider-patient
relationship. Thank you very much, Judy. The first comments actualy came from the physician
community, which | thought was terrific. The consumer as partner was mentioned in a couple
of ways. We did steer away, not purposaly and not as a sign of neglect, but we did not include
the broad-based consumer educational issues yesterday because we thought we had plenty to
handle in the four hours as it was. But that, too, was not ignored. It was mentioned and | think

is very much on the minds of folks.

MR. BAKER: Toreiterate area quick point from yesterday's discussion, in the end we're
talking about relevant dose of genetic information that fits into broader training efforts. Soit's
not drawing attention to that because it's not only the free-standing new training programs like
GPC or a Center for Genomics course, but it's also those existing ongoing educationa efforts
and the challenge of how do you create a plug-in module that fits nicely and negtly into the way

people are aready learning. We need to keep our focus on that so it's not needing to build a



© 00 ~N oo o b~ wWw N P

N NN NN R R R R R R R R R R
A W N P O © 0 N O O M W N B O

43

whole new machine, a whole new methodology, a whole new educationa curriculum. Thereésa

lot of training going on in health, alot of training going on in medicine in various diseases, and the

plug-in concept is very important to keep in mind.

MS. BOLDT: Another thing | think we aso are always aware of but don't always say as
frequently as we need to but we recognized yesterday is the need to educate diverse and

multicultural populations aswell. So just to put that out on the table for the document.

MS. DAVIDSON: Firgt of al, | want to apologize that | was unable to attend yesterday's
session. It sounds like it was something really not to be missed. But | did have the benefit of a
short summary from Joann last night, and she was, of course, speaking to me as the consumer
representative, and | just wanted to bring to this discussion also the importance of consumer
panels in the process of health professional education. Picking up on Elliott and Muin, it's one of
the way that we at the Alliance and other consumer groups have seen consumer panelsin
action, in medical schools, in grand rounds, and they're a very effective way -- certainly
different, but a very effective way to demonstrate case-based practice and to just give people a
beginning window into the importance of genetics or family history, a different way of looking at

medicine. They are avery powerful educational tool in themselves.

DR. BOUGHMAN: Thank you, Mary. It's about time for abreak. | couldn't let you go
without making a picture. I'm known now for drawing diagrams, and | can't yet diagram out our
summit. We're going to do that in the 30 minutes when we come back from the bresk. But the
piecesthat | think we have, the what for the summit includes these essential € ements of the

concept of definition of the roles of the various disciplines, genetics in the disciplines or the
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disciplines vis-a-vis genetics. This concept that people out there want to know what tools are
available and the people that have the tools and are developing the tools somehow need to have
that forum, that the process of that integration. One of the groups we didn't have around the
table was accrediting bodies, per se, athough we had a couple of organizations that are involved
in one way or another, at least accrediting the schools but possibly not the continuing education
or the examination process, per se. It'sal built on thisidea of eevating the awareness. I'm not
sure whether the journalist/consumer piece fitsin here or not. Of course, the summit would be

open to the public, but we can't in probably one day address al of the issues.

We were reminded yesterday of some of the basics. | think | have some of the what down
there, but who do we want to give the platform to? Who would be in the audience? We were
charged yesterday to clarify our message. Thisis an opportunity to have specific messages
trandated. Isit examples of successes that we want out there? Isit provocative challengesto
the variety of disciplines? Isit presentations of a dscipline that has, in fact, gone through the
process of integration, an ingtitution-based example? The when would be the timeline of the day,
and the how is do we have a message that is so basic that we would like to have a plenary
session, and who would we want to provide that? Do we want to include panels, and would they
be factual, here's how we did it from three different disciplines, from a different perspective?
Would we want to, for example, have a genetic case or have a case presented and have
members from three or four different disciplines on a panel say if this were my case, here's how
| would deal with it, here's how | see that family history as a general practitioner, here's how |
see that family history as anurse in an AHEC and what | would ask for next, here'show | asa
geneticist see that, so that conversation could then be how do these different disciplines work

together to provide the complete hedlth care picture for that individual.



© 00 ~N oo o b~ wWw N P

N NN NN R R R R R R R R R R
A W N P O © 0 N O O M W N B O

45

Those are some of the kinds of ideas that have floated up. One of the others was, in the
facilitative role, should the summit include the opportunity for several different kinds of tools to
be presented, amost in exhibit kind of format, so that individuals could go and interact with
selected people that they had the most interest in pursuing rather than everybody sitting in small

rooms and being captive audiences?

So when we come back from our break, and | hope that there's some conversation about this
and gresat ideas become crystalized, | guess | would summarize the morning aswell. | think, if
not ah-ha's, 1've heard some reaffirmation from folks that the messages that we heard from the
various disciplines and the participants yesterday were very welcome messages because it did
exactly what | think SACGT and certainly the Education Work Group was looking for, and that
was helping us bring into focus. We knew there were gaps, we knew there were needs, but we

got some very specific challenges yesterday. So, Ed, do you want to give us our guidance, then?

DR. McCABE: Yes. Thank you, Joann. When we return from our bresk at 10:45, we will
then begin planning for that February summit. We will resume shortly at 10:45. Thank you.

(Recess.)

DR. McCABE: Let's get started again. Joann will be leading the discussion, and we will need

to wrap thisup at 11:15, Joann. So if we could continue now and focus not on yesterday but

more on the summit and the plans for the education summit.

DR. BOUGHMAN: We have two or three things that we have to do, and we are going to defy
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al usual expectations. This group, which is even larger than a committee, is not going to build a
camel. We're going to build ahorse. | don't know whether al of you have heard that a camel

was really supposed to be a horse but it was put together by a committee.

We need to define the parameters, at |east the skeleton or concepts, of how we want an
educational summit to go, so we need to address the when, where, who, what, how kinds of
things, and I'll start it off by saying that the Education Work Group had spoken about a model not
unlike the day that we spent in Baltimore before, where there would be some plenary session at
the beginning that included top-notch kinds of folks that shared key information and also were
somewhat provocative. We then had a session that was more interactive with some pandlists
and some multiple perspectives that were presented and gave people some context. Then after
lunch we actually had more active discussion groups and interactions that were facilitated. We
had thought that we might approach the day something like that, but then we came back and had
alot of trouble with topics and styles and so on. But in the next 20 minutes or so, | would like to
get hopefully some opinions or some idesas that would emerge somewhat clarified, and Elliott is

just chomping at the bit over there.

MR. HILLBACK: What's new? What'sold? What | listened to both yesterday and then the
comments today, | tried to write down what | thought were four aress, at least three of them I'm
very confident | would like to try to take on. One s the fundamental issue that Tim and others
talked about, which is how to incorporate genetics into their world. We certainly won't get all
groups present, but to try to get enough other groups, and that means both some of the various
organizations that represent M.D.s, nurses, dieticians, and other important groups, and some of

the groups that evaluate the performance of those groups and try to set standards, and try to
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figure out how we carefully take what NCHPEG has done and customize it and get it accepted,

et cetera So that's one for me.

The other one that | think is sort of an interesting corollary to that is one that alot of people
raised but which Muin crystallized, which is that the family history is the bridge. If the comment
we're getting from various practitioners is put up or shut up, show us something that's redl, that is
genetic. We've dways said that's the best genetic test we have today, and it probably il is,

and it'svery practical. It could be avery interesting set of workshops.

Then the third areafor meis sort of on the other side of the coin, okay, if that's the way thisis
going, let's go back to the genetics community re-defining its role and thinking about the
workforce issues that have been talked about a lot yesterday and alot more this morning, and
maybe the fourth one is advanced tools. | don't know whether that's over-reaching and overkill
and maybe ought to be saved for another day, because the first three, to me, if you can't fill a
huge set of rooms on those three topics, but aso | think get something done on each one of them

and move the ball forward, | think that makes an interesting day for me.

DR. LEWIS: A couple of the principles that | think are important for the day. Oneisthat we
need to make sure that the speakers represent a variety of disciplines and that it not be a
particular discipline talking about how things trandate into health education for a variety of
disciplines, but that the presenters need to come from awide variety of disciplines, and that

includes not just the panelists but also includes the plenary session speskers.

The other thing that | think is really important isthat it not be just geneticists doing the talking but
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that it be people who have aready been converted and have figured out that thisis the way to
go. Isthisgoing to have an awful lot more credibility if you have non-geneticists as some of the
speakers aswell? Because | think part of what that will do isit will say that thisisn't amystique

but it's something that many of us have been able to trandate into practice.

DR. BOUGHMAN: Okay. The questionsthat | have -- and I'm going to put Joe Mclnerney
and Priscilla Short on the hot seat for amoment. One of the questionsthat | have is why should
SACGT have this party, and who would come? Isthis the best way for us to facilitate and get
the message to groups that we want to see get the message? Isit acorollary or an addition to
other mechanisms by which we might be working to get the message out there? The specific
question -- Priscilla mentioned that the AMA meeting is going to have something about genetics.
Was that for the science writers that you said? Okay, so that's more specific. But should we
be going to the audiences, or who would we expect to come to us?

And then, Joe, I'm going to ask you about the NCHPEG meeting.

DR. McCABE: | just would argue that there is value in the Secretary's Advisory Committee on
Genetic Testing holding this. We are advisory to the Secretary. One of our rolesisto
recommend resource alocation to the Secretary. | think where we've got to be cautious is that
we don't have a meeting where we say we're in need of education, education is good, but we
need to focus very specifically with some action items that can be made as recommendations to

the Secretary.

DR. BOUGHMAN: Okay. So, infact, for those around the table and in the audience who did

not have the pleasure of seeing in action that kind of philosophy at the last Baltimore meeting,
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what really started out as a pretty diffuse meeting -- at least for me it wasn't the typica kind of
one-day meeting. But at the end of that day, | think alot of people had learned alot of things
and we had some messages that we could actually take back to the Secretary which supports
the idea of moving into some actual discussion groups and getting information out of the

participants at the summit.

DR. McCABE: And | would remind everyone that at a time when the literature in genetics was
saying there is no genetic discrimination in insurance and, by implication, employment, that was
not in the literature. We heard anecdotes. Certainly they were anecdotes. We weren't hearing
the evidence, but we heard information that | think crystallized the Committee's |etter to the
Secretary regarding genetic discrimination, that this was, in fact, amajor concern of the public,

and that came very specifically out of the stories that we heard at that meeting.

DR. BOUGHMAN: At the break, Joe Mclnerney pointed out that NCHPEG is having its
meeting on January 31st and February 1st, and we had been talking about target or potential
dates for the SACGT summit in the middle of February. Joe, maybe you could tak alittle bit
about what the NCHPEG meeting would be about and how these two things might conflict,

complement, whatever.

MR. McINERNEY:: | think Dr. McCabe's point is well taken. Certainly, NCHPEG is not an
organization that exists to recommend policy. It isan organization that intends to improve
genetics education for health professionals, and our annual meeting does attract a broad cross-
section of health professionals, most of whom are not specialistsin genetics. They come

particularly to learn more about genetics and how they can educate their constituents. Our
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meeting will be here in Bethesda.

I'll just run through the agenda very quickly for you to let you know where there is overlap.
Wayne Grody from UCLA will discuss the science and technology of genetic testing, again at a
level appropriate for non-geneticists. Ellen Clayton from Vanderbilt will discuss ethical, legal
and socia issuesin genetic testing. Then Dr. Collinswill chair a panel on what health care
professionals need to know about genetic testing, and why. We then will have the first of two
poster sessions where we will invite not just NCHPEG members but any other health
professionals who have been working on the integration of genetics into their own disciplines,
people such as Gail Kauwell, for example, and others who have used the NCHPEG core
competencies or other mechanisms to increase the presence of geneticsin education and in
scope of practice. They will be able to display those. WEl also have a plenary session where
we will pick three very good model programs from across a range of disciplines for plenary
presentation to the group. The second day, Dr. Short will present the reports of the NCHPEG
survey that some of you heard back a couple of months ago, with alittle more data added. We
will have a second poster session as well, and then Dr. Collins will finish with a discussion of
some of the things we were talking about at the session yesterday: what does genetics do for
me now, not just the future, but what does genetics do for us now and why we should be paying

attention.

So there is some overlap with the concerns of this group. But again, Dr. McCabe's point is
important, that our meeting is not to recommend policy. On the other hand, | am concerned

about the close proximity of the two meetings.
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MR. HILLBACK: It'sinteresting that all the speakers you've named are geneticists or related

to genetics.

MR. McINERNEY: No, that's not true. The individuals who will be presenting the posters, and

aso at the plenary session, will not be geneticists.

DR. SHORT: | think in the survey work that we've done with NCHPEG and one of the
logistics that we continue to grapple with, which | think other people have as well, if you put
together a meeting to discuss the issue of genetics and you ask cross-disciplines, you get the
genetics-friendly person sent by that organization. That does not trandate into investment by
that organization in the importance of the topic. Y ou hope that the messenger that they send has
credibility back with the organization, but that's aways a question. | think to learn from the
HUGEN experience, | think that could help determine who we think should be in the audience. |
think that, as you said at the bottom of your other drawing, awareness, | think there are the
disbelievers who are probably in positions of perhaps grester power than their representatives
that they send to various advisory committees. So | think taking a page from the HUGEN
experience in terms of perhaps turning those people that are in positions of power to increase

their awareness would be something to consider.

DR. KHOURY:: I'd like to second both Ed and Elliott's remarks and expand on them. If we
keep in mind what SACGT's mission is, which is to provide advice to the Secretary, and
therefore to al the agencies that are represented at the table, and then influence directions,
resources, filling in the gaps, et cetera. | see that mission as complementary to but not

necessarily overlapping. There could be some overlap with organizations like NCHPEG, et
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cetera, but we need to keep our eyeson the ball. | think what you heard yesterday and the
discussion this morning was very important, not only what | said in one agency in HHS, but |
think across the landscape, because you're beginning to identify some of these gaps that groups
can take on in the future, like NCHPEG or some of the other organizations. So | like your
action-oriented agenda, what are the gaps, what should be the priorities, what can SACGT
recommend, be it Elliott's three-point list or four-point list or some other list of some sort, rather
than getting too much into the nitty-gritty. Y ou need to get not only the friendly people but you
need to get the critics to talk and get those people who are saying genetics can't do anything for

me today to speak as much as the genetics-friendly faces that Priscilla mentioned.

DR. BOUGHMAN: Before| call on acouple more people at the table, | want to put a
challenge to the other participants at the roundtable and other folks who have come to the
audience today recognizing that there is some degree of genetic friendliness or you wouldn't
have chosen to be herein this room today. | don't want to spend my time, and | certainly don't
want to spend the time of alot of other people, duplicating or conflicting with other people's
work. 1'm going to throw out the idea that to have the summit 10 or 12 days after this NCHPEG
meeting, in fact, raises some questions, and that two kinds of aternatives might be to either
piggy-back immediately onto NCHPEG in some way to keep afew people here that might be
interested and attract more, or separate it enough in time, say to late spring, that we might utilize
any information that came from NCHPEG but to clarify and differentiate the goals of these two

organizations and to have a different outcome-based process from SACGT meeting.

DR. LEWIS: Looking a how Ed defined the goals of SACGT and how Joe defined the goals of

NCHPEG, | am wondering if, in fact, these two meetings will attract exactly the same people or
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whether they won't. | believe that some of the people that we want to come and help us make
policy are the accreditors, the certifiers, people like leadership in professional organizations at a
policy level who aren't necessarily people who are the genetics-friendly people of the world, but
the CEQOs or the chief operating officers or the presidents of some of these associations who
maybe aren't sending their genetics-friendly people. So if the level of people we invite to our
summit may be different than the level of people who are going to the NCHPEG mesting, | don't
know if there's a conflict, but | do see what you're saying about the value of maybe including this
rather than with our February meeting, with our May meeting or our June mesting, whenever
that is. | just worry that now well put it off for a year, because we had originally started talking
about doing thisin August. So that was one piece. But I'm wondering if, in fact, it may well be
similar organizations but different principals within the organization if we want to focus on not

necessarily getting al the genetics-friendly people, and | think that's a key point Priscilla had.

DR. CHARACHE: Biriefly, it sounds as though the beginning parts of the NCHPEG mesting,
the material has already been covered by this group over time, Wayne Grody's tak and the talk
on ethics and so on, that the discussion by Dr. Collins on what we need to know and why is
really more targeted towards how we're going to get there. So there is not a complete overlap,
as well asthe difference in the god, which is to come out with specific recommendations. So it
seems to me that there's redlly not a conflict, and if there is adelay in the meeting, | should think

it would only be by a month or so, rather than getting into unacceptable delay.

DR. COLLINS: Two quick comments. | do think, even though there is a somewhat different
cast of characters that you might want for these two discussions, that there probably is afair

amount of overlap. If you try to organize two meetings within two weeks of each other, people
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will assume that something is really wrong here, and perhaps it will actualy damage the
attendance at both meetings because people will assume that neither oneisrelevant. So | would

consider it abit risky to go down that path.

| liked Ed's formulation of the way in which thisfitsinto SACGT's particular mandate, but | think
probably we need to think carefully about what that means, because if thisis being formulated as
an opportunity to make recommendations to the Secretary about education in genetics, then they
need to fall into the areas where the Secretary has authority. There are certainly aspects of
what one might hope for that the Secretary redly doesn't have the ability to step in and fix.
You'd want to try to think carefully through what that means in terms of the areas to emphasize

in such a policy-oriented discussion.

DR. BOUGHMAN: Waéll, just as a comment there, and also to address Judy's concern about
delay, | didn't actualy expect us to have the agenda done by the end of our 30 minutes here. |
think our charge as a Committee isto, in fact, advise the Secretary on actions that might be
taken. | think implicit in that charge is to inform the Secretary of the status of the environment
out there, to present the context as a basis for the specific recommendations. One of the things
that was, | think, quite revealing yesterday was not just what the geneticists are doing but, in
fact, there are many of these organizations that have begun to take actions and make progress,
and | think that was certainly very gratifying to me, and it seems asif adelay of severa weeks
or whatever is certainly not going to slow down that progress. More progress might have been
made, some of the successes would be more solidified and presented and shared in a more
clarifying way so that we could not only crystallize a few of the recommendations but base those

recommendations on actions that are taking place out there in the real world. That's just one of
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the senses that |'ve gotten.

MR. HILLBACK: Yes, I'd liketo sort of second that. | think Francis made aredly good
suggestion. We do need to remember areas that we ought to focus on, and | guess what |
would propose is that the education committee set up our own conference call soon to sit back
and say within our charter and within everything we heard yesterday and today, where are the
areas that we ought to do more research over the next X months, including some of us or al of
us going to the NCHPEG mesting where the rubber is going to meet the road? But in the
meantime, maybe we should be talking to the accreditation organizations more. We should be
doing some other homework on some of these issues where we may be able to make rea
recommendations to the Secretary or real recommendations that work, and | think also where
we can play sort of the intermediary to maybe bring some groups together, and then from that

decide what our meeting ought to look like.

Y ou know, | had my list, but the more | think about it, that's where my list was as of today. |If
we take Francis suggestion and say, hey, what can we really tell the Secretary about, compare
that to all our notes, compare that to what happens in the next few months, then we can put
together ameeting. | have no problem if the meeting doesn't happen until the end of April if it's
the right meeting, skipping it a few more weeks to hear what happensin NCHPEG and then re-
format our meeting based on what we've learned there, what we've learned on some of these
other pieces of research. | think that will make it a better meeting. So that would be my
recommendation, that we not just sort of pause, hit the pause button, but that we go into more
action in the sense of the committee meeting and thinking through the three or four topics that

we really want to take on, and narrowing our scope.
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DR. McCABE: Let me make asuggestion. Dr. Koenig has agreed to abbreviate her discussion
this afternoon. | think that will give us another 45 minutes, maybe even an hour, to pursue this
discussion, so that we can -- it will give us 15 minutes? Oh, sorry. | thought she was
abbreviating it to 15 minutes, not 50 minutes. But we can have at least 15 minutes this afternoon

to pursue the discussion. People can think about this between now and then.

DR. BOUGHMAN: And chat over lunch. Even for those who won't be there this afternoon, |
would just like to say that | don't want anybody to leave feeling unsatisfied just because we don't
have the formalized agenda. The work group is aworking group. The advice and input and
participation that we got yesterday | think has informed our process tremendously. Y ou can bet
that the participants are going to get some phone calls soon, and | think Elliott is right, if we don't
get al the conference calls and one-on-ones done this afternoon, we'll have a conference call
soon. But, in fact, even this last 20 minutes or so have further clarified the challenge that we've
got, and | certainly hope that those of you who participated in yesterday's roundtable, our
messengers of high credibility and assertiveness, will go back and share the insights and
enthusiasm and focus that there is nationally now on some of these issues, and give us feedback.
You're part of the process now. We've got your name and number. If you don't call us, we're
going to call you, and keep contributing to the process. Now that you've seen the way we work,
know that thisis a venue for you to get information from your disciplines, both the challenges
and needs as well as advice, into this broad-based group here and the Secretary's Committee.

With that, I'd just like to thank everybody again for al of their input and energy on this.

DR. McCABE: Thank you, Joann. We will continue this discussion later in the day.
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At our mesting in August, Dr. Charache mentioned that she had seen a demonstration of a novel
educationd tool at the last CLIAC meeting which she thought would be of interest to SACGT
given our intensive focus on education. The program was created by the Interactive Media
Laboratory at Dartmouth Medical School through a cooperative agreement with CDC's Office
of Genetic Testing, which is part of the agency's Public Health Program Practice Office. We're
very pleased that the program designer, Dr. Joseph Henderson, could be with us today to
demonstrate the concept to us. Dr. Henderson is the director of the Interactive Media
Laboratory and professor of community and family medicine at Dartmouth Medical School. Dr.
Henderson has a broad background in research, medicine, and communication technologies.
After early work in neurophysiology research, he developed a computer-aided diagnostic method
for the U.S. Navy and did graduate work in epidemiology that led to the design of anove
interface and a multimedia data set dealing with Vietnam War trauma. Hiswork culminated in
development and application of amodd for technology-based learning called the Virtual
Practicum. The program we will see today is based on this model of learning. Dr. Henderson

earned his medical degree from SUNY Buffalo.

Dr. Henderson is joined by Mr. Andrew Faucett -- maybe both of you could come to the table,
please -- a genetic counselor in the CDC's Office of Genetic Testing. Mr. Faucett is part of a
collaborative program between CDC and the Association of Teachers of Preventive Medicine
that focuses on the integration of genetics in public health. Mr. Faucett was trained at Sarah
Lawrence College and has been active in the leadership of the National Society of Genetic
Counsdlors, is currently a member of the board of directors of the American Board of Genetic

Counsdling.
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Mr. Faucett will begin with a brief introduction and then turn to Dr. Henderson for the
demonstration and discussion of the genetic testing in clinical practice, ateam approach. Before
he begins, however, | should warn dl of you that | play abit part in this, and though I'm not
giving up my day job, when | introduce mysdlf to people | meet in Los Angedles, I'll say I'm a
physician, and they'll say, well, I'm not aphysician but | play one on TV. Thank goodness| am
aphysician and | don't have to worry about ever having to play one on TV, asyou'll soon see.

But thank you very much for both of you being here.

MR. FAUCETT: I'd like to thank the Committee for inviting Dr. Henderson and myself to
present two projects from CDC that were designed to help with the integration of genetics and
genetic testing into the health care system. | have to say that the discussion this morning was

quite a set up for what we're going to talk about.

Thefirst thing | want to talk about is the project Genomic Competencies for the Public Hedlth
Workforce. Thisisajoint project of the Office of Genetic Testing at the Public Health Practice
Program Office and the Office of Genetics and Disease Prevention. This project provides an
example of that massaging that we talked about earlier. We started with the NCHPEG
competencies and then worked with a group that was considering the integration of genetics.
The key to the success of this project was the involvement of many individuas currently working
in public health who were interested in genetics but not geneticists and not the leadersin
genetics. This outcome was their product which they support and are currently promoting in
thelr respective areas of public hedlth, and this dide just indicates a number of people involved.

There were aso over 60 different individuals who looked at the project as we went along.
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This process was a combination of expert opinion and consultation which involved over 100
individuals working in public hedlth. The project began with ameeting of team leaders in March,
followed by development of lists for each of the six areas of practice, revisions by email and
conference call, an in-person team leader meeting to edit and decide on afina format, review by

multiple public health professionals, and then release on the Internet in June of this year.

To kind of summarize the outcome alittle bit, the result was alist of three competencies that we
felt redly applied to everybody in public hedlth, and then targeted lists, one for professionals, and
then one for each of the discipline-specific professional groups that we worked with, leaders and
adminigtrators, clinicians, epidemiologists, data managers, health educators, |aboratory
professionals, and environmental professionals. These lists are designed to be used as a starting
point for discussion. | think one of the things that's important as you look at this practice is to
redlize that you're not going to get all of the competencies that you want integrated, but you've
got to start somewhere. Hopefully, as groups in public health reevaluate their competencies,
they will incorporate some of the genomic competencies. If you have any questions about the
project or for more detailed information, there's alot of information on our website, and there's a
lot about the process that we went through in developing these competencies. So | would

encourage you to visit the website.

Now I'd like to introduce a joint prgect of Dartmouth Medical School and the Office of Genetic
Testing, Genetic Testing and Clinical Practice, A Team Approach. This project is a cooperative
agreement to create an interactive multimedia educational program using the virtua clinic that

Dr. McCabe described. It's an educational format designed to re-create the learning
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environment found in most medical schools, that of a mentor in case discussion. It smulates
interaction between health care professionals and patients facing genetic issues. One of the
major goals of the program is to highlight the issues that make genetic testing different and to
offer ateam approach as the best way to provide patient-focused quality care. Thisteam
includes clinica professionals, geneticists and genetic counselors, and the laboratory as active
participants in the team. This program includes face-to-face patient visits, demonstrations of
genetic counseling, lectures from leading experts, patient interviews, an introduction to genetic
laboratories, tours of the cytogenetics, molecular and biochemical lab, activities, and aguide to

resources on the web.

Now I'd like to turn the program over to Dr. Henderson, who will actually demonstrate it.

DR. HENDERSON: Thank you, Andy. It'sagreat pleasure to be here. Thank you for inviting
me to participate. 1'd like to echo Andy's comment that you've provided a wonderful tea up for
this program. Also, hearing the discussion, which | enjoyed very much and took alot of value

from, it tells me to think about how | want to present this program to you.

I think what 1'd like to do is touch lightly on highlights but make the point that we are aware that
we need to emphasize the vaue of the family history, so | want to pick one of the cases that
getsinto that. | also want to say that the program is not quite finished. We're till polishing it
and we have not yet put the activities for the program in. There is an error in your handouts
describing the program. There are not three cases but four, and there is not going to be a beta
verson available in 2002. 1t will be afinal verson ready for deployment early in 2002. So we

hope the review process will be rdlatively quick and the number of revisons will be relatively
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few. If all goes according to plan, the program should be available sometime in March of 2002

for use in ways to be discussed, | hope.

We have a mini-felowship, but it's a mini-fellowship that can be accessed from any location at
any time, as long as one has one of two things, either a broadband connection to the Internet,

and that can be done vialand line or satdllite -- we've demonstrated both -- or via CD-ROM plus
dial-up connection if you want full functiondity, or CD-ROM with no Internet connection if you

don't desire or can't get web access.

So let melog in and let the program and its mentors speak to the program's design. The
program is intended for the generdist. We have this particular list of generalists. The projector
can't do justice to the quality of the images and the text, of course, but please believe me that

thisis al legible by someone sitting in front of the screen.

Thisis approved aready for up to 10 hours of CME credits granted by Dartmouth Hitchcock

Medical Center. It satisfies the necessary requirements.

(Virtual mini-fellowship follows)

VIRTUAL DR. McCABE: Sounds good, Michelle. Glad you've madeit. Theresalot of
ground that we can cover, so let's get started. First, some introductions. I'm Ed McCabe. This
is Wayne Grody and Michelle Fox. Wayne isaclinical geneticist who isin charge of our
molecular genetics lab at UCLA Medica Center. Michelleisa certified genetic counselor also

a UCLA. I'maclinical geneticist and chief of pediatricsin the Mattel Children's Hospital at
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UCLA.

If thisis your first time here, | strongly recommend that we start with a short orientation to the
program. I'll tell you about the scope of the program and how this mini-fellowship is structured.

Would you like to do that?

To begin with, this program is about the use of genetic testing in clinical practice. Our emphasis
is on the increased use of genetic testing by practitioners like you who aren't specidistsin
clinical genetics. This reflects a growing trend resulting from technologica and scientific
breakthroughs on many fronts and the increased use of genetic screening for a broad range of
conditions. Thisvirtua mini-fellowship anticipates atime in the relatively near future when

genetic testing will be aroutine part of general clinical practice.

That said, this program is firmly grounded in the present. It deals with problems and Situations
that can be seen today by practitioners like you. The technologies and practices of clinica
genetics are complex, and they are unfamiliar to many of today's practitioners. Our main godl is
to help non-geneticists use genetic testing and services appropriately. Thisinvolves developing a
better understanding of genetic testing and the testing process. Perhaps more important is
understanding how the generalist provider, specidists, and laboratory professionals can form an

integrated team to provide better patient care.

Here are the central topics and issues covered in our program. This program also emphasizes
your role as a coordinator of care. Care providers like you will be playing an increasingly

important central role in the application of clinica genetics. Y ou will be responsible for assuring
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appropriate levels of speciaty care while providing excellent levels of comprehensive ongoing

care. You'll be ableto explore any or all of these issues using a variety of learning methods.

Now, let'stalk about how this virtual mini-fellowship is set up. Well be working in -- what else?
-- avirtua clinic. The clinic's layout reflects the kinds of learning you can do and gives you a
way of choosing among them. We believe strongly in the value of learning through experience.
That occurs mainly in this examining room where you'll have the chance to interact with
simulated cases. There are atotal of four different conditions involving seven separate patient
vists. You can do as many of the cases asyou likein any order. You can select them using the

patient roster located in the main hallway. 1'll tell you more about this when we get to it.

In the room marked "B" you'll be able to see counseling sessions conducted by expertsin various
fields of clinical genetics. Our godl isto show you how they might manage the situations you
encounter in the situations. The conference room is where you can hear discussions of the
cases you see. We've brought leading experts together for these discussions. The resource
room has several areas, each offering different ways of learning about clinical genetics. One of
the most valuable is the interviews area where you'll find remarkable documentary-style
interviews with some real people whose lives have been affected by genetic conditions either as
patients or as family members. | strongly recommend going there. The web or Internet area
lets you access a site on the World Wide Web for this program. The site maintains a set of
pointers to other websites relevant to clinical genetics. Last but not least, the lectures areas.
Here you can attend mini-lectures given by leading experts in various aspects of clinical

genetics.
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The last mgjor areafor the mini-fellowship isthe laboratory area. This area provides an
orientation to the laboratory and how genetic testing is done. It aso provides the perspective of

the laboratory professionals on the genetics team.

Findly, | just wanted to list the colleagues who will be assisting with this mini-fellowship. | think

you'll agree that they're extremely well qualified.

DR. HENDERSON: Now, thisis an example of something that's not yet polished. Well be
adding pictures of the faculty members and obvioudy getting this information just the way the

various participants want it. We haven't gone through that step yet.

We have Mark Green from NCI discussing colon cancer and cancer in general; Randi Hageman
discussing Fragile X; Sharon McDonald discussing hemochromatoss; and Brenda Finucane
demonstrating a counsdling session with area family with Fragile X; Andy Faucett, whom you
know; Betsy Gettig, another genetic counsdlor; two lecturers, Francis Collins, whom you know,

and Alan Guttmacher also give lectures in the program.

VIRTUAL DR. McCABE: | recommend you let the patient simulations form the backbone of
your mini-fellowship, with visits to the resource room and the laboratory interspersed. |f you do
al of the smulations and everything in the resource room, you could spend from 5 to 10 hoursin
your mini-fellowship. If you only do the smulations of most professiond interest to you, and a
couple of the resources, you could spend as little as 2 hours. Y ou can visit the clinic as much as
you like, so you needn't do everything in one Sitting. For continuing educeation, you'll be credited

for the number of hours you spend using the program.
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The best way to start is by seeing one of your patients. To do that, select your case from the
roster by clicking on it. You can also visit the learning resources room or the laboratory. Just
click outside the roster. The fire evacuation map leads to an overview of the virtua clinic. It's

your choice.

DR. HENDERSON: Now, we selected cases that at least one would appeal to the various
generalist specidties. We have something for the obstetrics community, something for the
medicine, and obvioudy everything is for the family practitioner. There's something for the
medicine community. This ends up being a family with strong indications for HNPCC, and this
is afamily with hemochromatosis. Thisisthe Fragile X family. Everything is played by actors
except for this case where we actualy had a Fragile X family who agreed to act. So you see
how it works. Let me just show you the beginning of each of these so you can get a sense of

what they look like.

VIRTUAL DR. McCABE: Sincethisisyour first smulated case, I'll warn you that using the
computer can be alittle awkward, and there are limits on what you can do that aren't there in

red life. For example, in actua practice, the family history would be much more interactive. On
the other hand, these cases fedl fairly real and raise severa important issues about genetic

testing and clinical practice. This encounter should make a good warm-up.

Your patient is Joan Singer, awoman in her late 20s. Ms. Singer is two months into her first
pregnancy. She was offered atest for cystic fibrosis as part of routine prenatal care. The test

shows that she carries the DeltaF508 mutation for CF. She was given the results of the test by
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phone, a practice that is far from ideal, and she's been scheduled to see a genetic counselor.
However, she has some immediate questions that sheld like to go over with you. Y ou can look
at her chart if you'd like. Turn the doorknob when you're ready to go in. I'll see you when

you're done.

DR. HENDERSON: Ms. Singer has had one prenatd visit and tests. 1'm just going to go
through this rather rapidly, but you can see we're doing our best to kind of reproduce the clinical
experience as one might experienceit. Thisis obvioudy atypica kind of test report. So let's go

ahead and go in.

VIRTUAL PATIENT MS. SINGER: Thanks for seeing me on such short notice. I'm alittle bit
concerned about this test result, and since | heard it | can't really get much work done. | don't
even know if it's something that | should be concerned about, you know? When they explained
the test to me | said, "Sure, why not?' | guess| really should have paid more attention. But
then the person on the phone said that a positive test result really isn't that unusual and that I'm
okay and everything. But ill, | really didn't want to wait to see the speciaist, so thank you.

What can you tell me about my CF test?

DR. HENDERSON: Now, this program isn't about CF, so we just basicdlly go straight into --
we're obviously educating physicians or residents or medical students who aren't real familiar
with CF as we present this message. Again, forgive me for not giving you enough time really to

look at the program closdly.

Now, al of the cases follow the same format. We meet the patient, there's some kind of text



© 00 ~N oo o b~ wWw N P

N NN NN R R R R R R R R R R
A W N P O © 0 N O O M W N B O

67

screen, and then we go immediately into family history. | don't know if you saw the ending of
that previous text screen was that we told our patient that we would like to get some information

before doing any more.

Let me ask you al, what would you like to ask about first?

PARTICIPANT: Pedigree.

VIRTUAL PATIENT MS. SINGER: Wdl, this could take awhile. We have aredlly big
family. I've got four brothers and two sisters. They're all younger than me. I'm 28. Christais
the youngest, and she's 12. Meg's 15, and then the four boys came like clockwork every two
years, boom boom boom, when | was 4. So they would be 24, 22, 20 and 18, and they're dl
hedthy.

DR. HENDERSON: Now I'm going to jump through this. That's the complete family history.
Let'sdo alittle more. You get one more choice. Obvioudy, we want to ask al the questions.

What else would you like to ask about?

PARTICIPANT: The partner.

DR. HENDERSON: Partner. Actudly, that comesup in her questions. Thisis acase, by the
way, where one of the dilemmas is dealing with parents who have very different values with
regard to continuing a pregnancy or not. In the second encounter, the husband does come to the

session and we get afamily history from him aswell. Of this list, what would you like to ask?
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PARTICIPANT: Ethnic background.

VIRTUAL PATIENT MS. SINGER: My dad's parents came from Scotland years ago. My
mom's side of the family is pretty much standard Midwestern. My great-grandparents came

from Norway.

DR. HENDERSON: Now, we give her alittle more information. Please understand, this
format smply doesn't support true patient interaction, obvioudy. | mean, there's no way to
anticipate al the things one might do, so we're trying to focus on key issues. That's particularly
brought out in this aspect of it. | can't do this, | don't know how to do this. | can't provide dl the
variability that the free exchange in atypica counseling session or patient education session
would occur. So my goal hereis not to duplicate a session but have people reflect on key issues
that might arise in a session, and that's what this particular format is about. So we conclude the
giving of information with asking if she has any questions, and she does. The way it worksis
she asks a question and we select from among three choices, and the choices kind of delineate
the issues that we think that question brings out. Thisis an example of polishing. We just kind

of messed up right there. Or we can ask about issues.

VIRTUAL PATIENT MS. SINGER: Are you sure about these results? | mean, could the lab

have made a mistake?

DR. HENDERSON: So thisfirst one is maybe alittle technical. We talk about positive

predictive value, negative predictive value, and we encourage learners to explore the answers.
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These are pretty close. Well, actudly, they're not pretty close. I'm sorry. I'm not reading this.

This oneis smply wrong.

VIRTUAL PATIENT MS. SINGER: No onein my family has CF. How could | be a carrier?

I mean, who would | have gotten it from?

DR. HENDERSON: And so forth. I'm going to break into this case. I'll show you a couple of

other cases. Thisis Mr. Martin.

VIRTUAL DR. McCABE: Your patient is John Martin. Mr. Martinis46. He recently retired
from the Navy and he's getting ready to start a second career as a high school teacher. His
younger brother was recently diagnosed with advanced-stage colon cancer. Mr. Martin is here
because he's concerned about familial cancer. We've requested John Martin's medical records,
but they're not available yet. Y ou'l find some useful information in his chart, however. 1'd

recommend that you take alook.

DR. HENDERSON: Now, Mr. Martin actually has done some research and he's actualy giving
us apedigree. So hereisour proband. Here's a brother with colon cancer. He has an aunt

who had some kind of female cancer, and he had a dad with some kind of stomach cancer.

VIRTUAL PATIENT MR. MARTIN: Doc, I've got afew concerns. You see, they found out
that my brother Frank has cancer of the bowels. They operated on him and just closed him up
without doing much and said it was too advanced and had spread to other places. Now they're

giving him chemo and al. Plus he's not the first one in our family to get cancer. So | went on
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the Internet. Thereit was, FAP. Sounded just like what he had. Then there's this non-FAP
kind of cancer, and they talked about genetic tests we could do to check things out. So my
question is, do | need to be worried? Does my family need to worry? And plus, I'd like to see

about those genetic tests just to be sure.

DR. HENDERSON: Now, in this particular case, we just solidify the diagnosis. But the point
hereis that there are two encounters with Mr. Martin. His family history is very suggestive, but
it would be grest if we could pin down the diagnoses for the father and for the aunt, and that's
basically what leads to the second encounter. One of the things we can ask himisif he could
get some more information. Obvioudy, wed like to know what his brother has. That's obviously
an important thing aswell. In fact, we get his brother's operative report, we get his pathology
report, and we can see that in the chart when we start the second visit. Then he'saso able to
get death certificates on hisaunt. Amazingly, the physician had completed secondary diagnoses
on those desath certificates. So we did confirm that the aunt had endometrial aswell as colon
cancer, that the father had colon cancer, and Mr. Martin does meet the Amsterdam criteria

Then the issue is do we do genetic testing or not, and it's left unresolved.

I'm just going to take you down the hall and show you some of the other resourcesin the
program. Thisiswhere we can do lectures. Ultimately, well be able to do activities as well.
We can view the entire lecturers subtopics. Dr. Collins was kind enough to let us record a

lecture he was aready scheduled to do.

VIRTUAL DR. COLLINS: Weéll, et me go through what we've learned about the genomein

the course of the last few years. Again, in particular, I'm going to talk about where thisis all
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going to take us next. The reason we're doing the Genome Project, just to be very clear about it,

isamedica one.

DR. HENDERSON: A lot of control there, right? Alan Guttmacher does this one, Francis does
these, and then Betsy Gettig and Andy Faucett give these lectures. These are not actors.

These are real people who present the patient/client/consumer point of view.

VIRTUAL PATIENT: | saw him just about a week before my mastectomy, and | looked him
straight in the eyesand | said, "Philip, | will get breast cancer someday. | will have to have a
mastectomy someday. So I'm going to do it now, and that way | don't have to do radiation, |

don't have to do chemotherapy, and | get to keep my lymph nodes.”

VIRTUAL PATIENT: | remember getting on my own bike but | don’'t remember being able to
ride around the park. My mom brought me atricycle when | was young. The only place that

tricycle got aride was on the back porch.

VIRTUAL PATIENT: My sister got pregnant and actualy gave birth this past December 31st,
and the baby had several problems and was on arespirator and some of these other things.
After doing some testing, they found out that the baby actually had myotonic dystrophy. The

number of repeats on the baby's chromosome was 1,500, which is basically a death sentence.

VIRTUAL PATIENT: To me, geneticsisredly aunifying thing, and | think alot of people right
now are sort of scared of it and afraid and fedl like it's going to fragment people. Geneticsis

realy one of those things that says, yeah, that's true, everybody has these little things that are
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different about them, and it's really differences, it's not disabilities. It's really genetic
differences. Everybody has them, and if you want to make disability alittle minority group, it's
the only minority group that you can join at any time in your life, and you will join it if you live

long enough. So, welcome aboard.

DR. HENDERSON: Let'sjust do a couple of these. |sthere any particular segment that
anybody would like to see? Which of the three segments would you like to look at? The first

one?

VIRTUAL PATIENT SUZIE: | should have taken theater when | was redly little, just as
classes that you take, but | kept getting more and more involved in doing shows and that sort of
thing, and I've aways had fairly good reviews and fairly good responses from -- not always. |
had alot of long learning period time. But in the last few years, and people come up to me and
say, oh, your league audition was the best league audition I'd seen, and it would seem like 800
people over the course of five days -- oh, it was the best -- and these are major theater
directors. And I'm looking at them knowing that they've never called me into that theater. And
I'm looking at them and I'm looking at them, and | finally go, well, why don't you cast me? And
it'sjust like it had never occurred to them. It'sthisthing, it's this barrier. There's il that socia
taboo about disability that people just won't be able to accept it. If you want to make disability a
little minority group, it's the only minority group you can join & any timein your life. Y ou will

joinitif you live long enough. So, welcome aboard.

DR. HENDERSON: One more.
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VIRTUAL PATIENT: Actualy, my mother was very upset when she learned that we all had
this disease. She was saying how she thought she had four very healthy children and there was
no problems and so forth, and all of a sudden 30 years down the line she discovers, oh wow,
there's something wrong with each of them. They each have some problem. It'sscary. You
read some of the things in there that wouldn't cross your mind once or twice. Anesthesia. My
father's had severa heart operations and so forth, and that might be something in my future.
Now, al of asudden, it's scary enough to go under the knife, but now you have to worry about
the amount of anesthesiayou get. It'sjust other things you have to concern yourself with that
you didn't have to before. It's just something that sort of hit us out of the blue sort of thing. No
one was expecting it and no one redlly redlized they had it up until sx months ago. Soit'sbeen a

bit of an impact on the family, and I'm sure it will be even more in the future.

DR. McCABE: We should probably wrap up now.

DR. HENDERSON: Yes. Let mejust show you one more thing, and that's the laboratory.

VIRTUAL DR. GRODY: Welcome to the genetics laboratory area. We can give you an
overview of how genetic testing is done. Mainly, wed like to help you understand how the
clinical and laboratory teams can work together to improve patient care. Behind meisthe
molecular genetics laboratory. To your left is the biochemical genetics lab, and to your right is
the cytogenetics laboratory. Or you can head back to the clinic area. Before you begin the tour,

| can give you aquick overview. Would you like to do that?

DR. HENDERSON: I'll just do basicaly half a minute of this and then well stop.
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VIRTUAL DR. GRODY: The most important point I'd like to make is the following. More
than any other clinical laboratory area, genetic testing requires very open lines of communication
between the clinic and the laboratory, and in this case the genetic counsalor aswell. It's
important that the laboratory knows why you are ordering that test, the family history of the

petient, the ethnic group --

DR. HENDERSON: Okay, we'll stop there. Lights up, please. And the microphones.

DR. McCABE: We can have about five minutes of discussion before we break for lunch. One
of the questions that came up somebody asked me, Joe, or Andy, how much does this kind of
thing cost to puit it together? Because | know the amount of time that it took in a production
facility and the amount of work that's gone into writing al of these cases and everything. So just
not exactly but aball park figure. Isthisthe kind of thing that a group other than afederaly

sponsored project would be able to take on?

DR. HENDERSON: Wéll, let me answer the second question first. Yes. There are a couple
of answers to that. We have had funding from non-federal sources; for example, the Robert
Wood Johnson Foundation. So it's possible to get funding from foundations. |'ve actualy had a

project funded by Merck. 1'd say this program probably about $600,000 of direct codts.

DR. McCABE: Do you want to comment on what it was modeled on, because you talked to me

about it.
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DR. HENDERSON: Yes. Thiswas modeled on -- for those of you who may be educators,
you may be familiar with Donald Chung, who was on the faculty of MIT. In his book
"Educating the Reflective Practitioner” and other writing, he laments the tension in academic
educational settings between rigor and relevance, and that thisis areciproca relationship. He
says, "In academia we tend to take the high ground, where we have theory-based, fact-based,
rule-based learning, and we don't do avery good job of preparing people to work in the swamp,”
which may not act according to facts and roles. He advocated the use in academic settings of
what he called reflective practicums. So | outlined those two paragraphsin his book and | said
what if we could take al those elements and make them technology based? And al of the
elements of that reflective practicum are in the virtua practicum. The rest of our research at
Dartmouth has to do with the underlying technology. My guessis you've never seen an
interactive multimedia program of that quality in terms of the use of media, in terms of the
qudity of theimage. It works exactly as well asthat over the Internet if you have a broadband
connection. In fact, it works allittle bit better because it's faster than the CD-ROM on the local
computer. So in addition to developing the program, were looking ahead generdly to how we

can use the evolving Internet for health professiona education.

DR. COLLINS: It'svery impressive. | am curious as to how you're evaluating it by field testing

it with practitioners and how you incorporate that feedback into atering the plan.

DR. HENDERSON: There are two different kinds of evaluations. One iswhat we call beta
testing, usability testing, where we have actua practitioners sit down and | watch them
personally using the program. We've aready made changes to the design as a result of those

observations. And aso, bug testing. We have an army of Dartmouth students pounding on this



© 00 ~N oo o b~ wWw N P

N NN NN R R R R R R R R R R
A W N P O © 0 N O O M W N B O

76

program, finding bugs. Unfortunately, every time we update it, we have to do the same thing al

over again.

The other thing is that just yesterday we started testing the program in terms of does it have an
impact on clinical practice. There€'s a separate group funded under the same initiative that is
looking at a group of 30 primary care providers in northern New England. Half of the group is
using the program for five hours, the other half isnot. Thisisapilot project, and we're using
tests of knowledge change, but aso we're using smulated standardized patients who actualy go
to the office and present with a problem that may have a genetic basis. I'm not terribly familiar
with the design of that study. | believe strongly that the developer should not be involved in the

evaluation, so | take a very hands-off approach.

DR. LEWIS: So after thisis developed, isit going to be something that's going to be available on
the Internet free of charge? Isit going to be a tuition-based program? |Isthere going to be a

cost for the CME? How isit going to work?

DR. HENDERSON: My god, and | know CDC's godl, is to have the program as widely used
aspossible. That said, there are a couple of other issues. Oneis perceived value. In our
society, if you give something away, it's suspect in someway. So | could see accessing it over
the Internet because that's the norm, it's free on the Internet, but if you get a CD-ROM for free,
areyou likdly to useit? | don't know the answer, but I'm perfectly prepared from Dartmouth's
viewpoint, |'ve aready gotten clearance from my institution to just get the program out there.
We're not concerned about revenues. That said, we know the field evolves rapidly. Whois

going to pay for updates to the program to maintain its usefulness? There isn't agood granting
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process to alow for that, so that's one argument for having some way of generating income. 1I'm

taking a very short-sighted view, though, to just get the program out there.

DR. McCABE: The example is a case on hemochromatosis which deals with the controversies
asthey exist today, but they will be very different a month from now. So one does need ways to
update this. One of the ways you can do that is through the text so that you don't have actors
presenting all of this but can deal with the text, and that text can change much more easily than

getting people back in to re-say their lines.

| think we're going to take abreak. There will be a casting cal over lunch. Joe will be seeing

you in another room for that.

DR. McCABE: Thank you very much, Andy and Joe, for bringing that.

DR. McCABE: We will resume shortly, at 1:00.

(Whereupon, at 12:06 p.m., the meeting was recessed for lunch, to reconvene at 1:00 p.m.)

AEFTERNOON SESSION (1:05 p.m)

DR. McCABE: Let's go ahead and get started, because we have alot to do this afternoon.

Before we get started, | think | heard -- Pat, are you on the phone? Pat Barr?

MS. BARR: Yes, | am.
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DR. McCABE: Hi, Pat. How are you?

MS. BARR: I'm okay, and hello to everybody.

DR. McCABE: And Wendy Uhlmann. Are you on the phone, Wendy?

MS. UHLMANN: I'm on the phone.

DR. McCABE: Okay, great. Good to have you. We're going to turn now to Dr. Koenig for
her presentation of two products of the Informed Consent and IRB Work Group. Thefirstisa
proposed information brochure for the general public entitled "Genetic Testing: Some Basic
Questions and Answers." The brochureis at Tab 6 of your briefing book. Following
presentation and discussion of the brochure, Dr. Koenig will provide us with a progress report on
the work group's effort to develop recommendations for informed consent for genetic testing

clinical and public use. A report on that effort isalso a Tab 6.

Before Dr. Koenig begins, | want to welcome Ms. Wendy Uhlmann, who is joining us by phone
today. Wendy is amember of the Informed Consent Work Group and has played an especialy
key role in the development of the brochure, and as | mentioned before, a'so welcome Pat Barr
on the phone. So, Barbara, if you would then proceed. And remember, we will take as much
discussion as we need, but we are going to try to save 15 minutes at the end of this before the

public comments. So from 2:15 to 2:30, if at al possble --

DR. KOENIG: Were going to switch to the other topic at 2:15, if possible?
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DR. McCABE: Yes.

DR. KOENIG: Great. Good afternoon, and thank you very much. I'm anticipating that we're
going to get some help, the Informed Consent and IRB Work Group will get some help with our
activities so far. Let me begin by just putting up thisdide. Y ou have a copy of thisdide in your
packet. This committee is co-chaired by Ben Wilfond, who has taken an incredibly active rolein
the products that we've developed so far, and then we have a very active committee, including a
number of consultants who have worked on informed consent issues in their own research, as

well as avery active group of individuals from agencies.

I'm going to do two things. 1'm going to divide this presentation in half. In the first half were
going to discuss the work group's draft information brochure, which is caled "Genetic Testing:
Some Basic Questions and Answers." Thisisafina draft. It's gone through a number of
iterations, and we're now at the point that we need to ask for your approval, for the approval of
the full SACGT, and possibly to then talk through the issues of how we're going to get this out to
the public. The second part of the talk today will be to go through our harder task, in some
ways, which is what we're calling our “points to Consider for Informed Consent for Clinical and
Public Hedlth Genetic Tests’. We've worked on that quite a bit in terms of trying to think
through some kind of a set of procedures for assigning levels of informed consent to certain
tests. So were going to try to ask you if you think we're on the right track in terms of where we

are with those activities. So these are the things I'll talk about first.

In terms of the information brochure, well explain how we drafted it, the purpose, the target
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audience, the goals, the content, the reading level, and then move to what our questions are for
SACGT. Thiswas meant originaly to complement activities that other groups were doing, to
complement, for example, a document that might be for providers. So we wanted something
that could be a draft brochure about genetic testing oriented toward potential patients. So staff
drafted originally a document, and it was meant, as | said, to parale the Data Group's provider
template. We then have spent a great dedl of timerevising it. Wendy Uhlmann has revised it
two or three times very successfully, and we've had a number of meetings where we've
discussed it. One of the things that has happened in the context of those discussions s that the
brochure has moved alittle bit in terms of its focus from being something that might be useful in
aparticular clinical setting to an idea that what we've redlly created is going to be a much more
general kind of brochure for the public at large. So the purpose of the brochure isto provide
basic information about genetic tests to the genera public and to serve as amodel for
communicating information about genetic tests. Just to make it clear, thisis not meant to be any

sort of an informed consent document in and of itself.

The other key element to keep in mind isthat thisis meant to be a generic document. It's not
supposed to be focused on any particular genetic test, because | think those of you who read it
on the way will recognize that it probably wouldn't be adequate for most specific testing
contexts. So it redly is not going to be something that you would hand to someone considering a
genetic test at that particular point in time. 'Y ou wouldn't give it to someone who was
considering at that point in time CF testing, for example. So the goa isto broaden and enhance
awareness of genetic testing and provide basic information about tests and issues. Though not
an informed consent tool, by increasing genera understanding, we hope that it might facilitate

subsequent informed consent discussions.
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So what is the content? We specifically went to a question and answer format which we
thought would be most useful. So it's very basic. What are genetic tests? What are their
purposes? How are they smilar and different? What are their limitations and possible
outcomes? To continue with the content, it covers questions on health insurance policy and
employment and privacy discrimination, provides information and services resources, and then
lists questions to ask yourself as well as your hedlth care provider if you're considering genetic

testing at any point.

We have some concerns about the reading level. | think it's at the 10th grade level at the
moment, according to the computer formulas, but it till seems alittle difficult. So one of the
options that we have at this point is to consider hiring a professional writer who could review,

revise and design the final document.

We adso have felt that it might be important to actually get public comment on the document
itself in terms of things like readability, tone, utility, and then how to disseminate it. Priscillajust
told me actually that she has been in touch with some professiona associations such as the
ACP, the American College of Physicians, and the National Medical Association, who are
interested in providing comments on such a document. So that's good. So what we would like
to propose to the full SACGT isthat we, as a next step, post the brochure in the Federa
Register, on our Website, and then do a targeted mailing to public advocacy groups, genetic
counselors and genetic specialists, and primary care providers, and possibly other professional

associations, to get a sense about whether they think this would be useful for them.
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The specific questions that we would ask in that sort of small public consultation are is the
document useful as a source of genera information for the public, and how would you useit? Is
the content appropriate? Isit understandable? Isit complete? Isit tone appropriate? We had a
lot of discussion about not to make this sound frightening, yet not to make it sound like a sales
document aswell. Isit culturaly appropriate? What modifications would we need to make it
more culturally appropriate? Should it be produced in other languages? If so, how should we

decide which ones to use?

The specific questions we'll need to ask right now is to whom and how should the brochure be
disseminated? For example, when we were first developing it, alot of the clinicians on our
group felt that it would be a very useful brochure to just have in their office, in their waiting
room. But should or could the brochure serve as a model for more specific test brochures? So,
for example, one way of thinking about thisisthat it might be a template that specific
organizations could perhaps use as a base to then add more specific information about a certain
genetic test, like sickle cell or whatever, athough that's probably not a good modd since there

are alot of educationa materials.

We then also asked some questions. One of the things that came up especialy from the
consumer advocates on our committee was the issue of who really should develop these
brochures and how should they be developed in the future, so that's a question. Should this
realy be an SACGT role? Isit something that we want to keep under our control, or isit
something that we just want to make a recommendation that HHS in general should create some

smilar documents?
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I'm going to go back up to that. Now I'd like to stop the presentation and ask for comments on
the brochure itself and what directions. I'll leave up the questions or we can go back to any

particular questions. Any comments on the brochure?

DR. LEWIS: Thisisaprocess suggestion. 1'd suggest that before we put the brochure out for
public comment, we take care of the readability issue, because most of the literature says that
patient education materials should be at around the 6th grade reading level. | think if we want to
get comments from the public in terms of its usability, if we're going to adiverse public that's
broadly representative, 1'd like to see us take care of the reading level issue before we send it
out, because otherwise | think we would then need to send it out again. So it seems to me that
that isakey piece. | wasreally pleased with the level and the tone of the content, but | do think
that the readability is at least at 10th grade.

DR. KOENIG: Other comments? Does anyone like the fina result, particularly those who

were interested in our doing this?

PARTICIPANT: Yes.

DR. KOENIG: What about the issuesin terms of are the questions that we plan to ask in terms

of the public consultation appropriate? Are there any additional questions?

MS. CARR: May | say, they're dl the questions, the two dides together.

DR. KOENIG: Thetwo dides, right.
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MS. CARR: Thisisone set of questions we'd be asking the public, and the previous dide?

DR. KOENIG: And the previous dide. You can look at al the questionsin your packet.

DR. ZULLO: Will there be anything in it specifically directed at pediatric testing?

DR. KOENIG: No, because the point was to make it generic. It does mention, of course, the
broad categories of testing, like prenatal testing, which | guess is some form of pediatric testing,
but it doesn't focus on issues of testing children. It, of course, has no information at all about the

research, or little about research. Do you think that that's an issue or a problem?

DR. ZULLO: Weéll, | know that the article in Pediatrics that AAP just put out talked alot about
it, should we be doing it, and | just thought it might be another resource to give peopleif you

could link them to somewhere ese. | don't know what the rest of the Committee thinks.

DR. KOENIG: Does anyone want to address the pediatric issue? Ed, what do you think?

DR. McCABE: Weéll, | think there are a number of issues that relate to pediatrics and the
testing of children and the appropriateness, when it's appropriate to test children. Taking alot of
those issues that came out of the committee that were in the recent Pediatrics, | think it would
be a challenge to get those down to a 6th grade level. But certainly some of the issues about the
basic things about not testing for diseases in which there's no intervention that's useful in

childhood, that would be the kind of thing that one might include.



© 00 ~N oo o b~ wWw N P

N NN NN R R R R R R R R R R
A W N P O © 0 N O O M W N B O

85

DR. PENCHASZADEH: For dl the importance that the issue of testing children has, | think
that for thislevel of god, | think if you start to add -- of course, there are many things that one
may want to add. | think | would personally end it there, because we would not do a good

sarvice to the issue of pediatric testing just by adding a single sentence, or even a paragraph.

DR. McCABE: Perhapsif thisisto be amodd, that would be a next generation that could be

considered.

MS. BOLDT: | wasjust wondering in terms of your targeted mailing, is that a complete list or
could we add? | would want to add the state genetic coordinators, state legidators. | mean, |
think they should have a chance to review these documents specifically too, because that will be
agreat way to disseminate that information to their individual States.

DR. KOENIG: Okay, that's the point. Thisisthe point, and | think Sarah is getting all these

ideas down, and we'll add to our list. People can certainly make suggestions later.

DR. SHORT: | had to give atak on the issue of were genetic test results different to an Illinois
group of the ACP and ASIM, and | was using the example of the difficulties of informed
consent in genetic testing, and it was very clear that they would be very happy to have
something that actualy illustrated and gave some guidance. It sounded like the couple of people
who managed to take a quick look at the brochure felt very comfortable, and even with the
concept of it being at a 6th grade leve, | think they were concerned about the readability for
their patients, but aso from the standpoint that this is something that would help facilitate any

future discussion about specific genetic testing. That's all | wanted to say.
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DR. CHARACHE: Two comments, one pertaining to your question, and then two little thoughts
for the brochure. On your last question, who should develop such brochures, | would probably
change the word "develop.” | think this has had alot of thought and has alot of strength, but
maybe it should be who should review and disseminate such brochures. But | think it's aready
had so much thought and so much strength that I'm not sure | would imply that it hasto be

started over again.

DR. KOENIG: Although I think that was meant to address a so the issue of in subsequent
brochures in the future, because that was one of the main -- in particular, Sharon Terry, maybe
you can spesk to that. It's really about the issue of if something is really focused to the public,
have we come up with the right process? Was our model too much of atop-down mode? Do
we need a different sort of model to do this?

MS. DAVIDSON: Weéll, at the risk of misinterpreting Sharon, my understanding of it was that
we're really looking at this brochure and its utility at the point of service, and at that point then
it's not the general public. It's somebody who has areal generdized situation and they're looking
at a specific test, a specific potentia disorder. So we were thinking about the ability of using this
more generic brochure, which | think isredlly excellent, it's redly evolved over the period. But
using this as a template, then, that could be used, kind of pasted, to create a very specific

brochure that would be helpful for somebody at the point of service.

DR. KOENIG: But one of the things that we could do is make a recommendation in our
recommendations to the Secretary of how subsequent specific brochures that should be
developed for particular tests. Sarah, does that capture, do you think, one of the issues, the issue

in terms of future brochures?
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DR. CHARACHE: I'm going to suggest, then, that you consider rather than saying "you should

develop,” but "who should advance and maintain such brochures.”

DR. KOENIG: Right.

DR. CHARACHE: Then there are two minor questions, thoughts, that | could tell you later.

Every time | read it, | see something else.

DR. KOENIG: Me, too. But we agreed that we weren't going to do wordsmithing on it as the

full Committee. So if it's a substantive concern, that's grest.

DR. CHARACHE: Wél, two are wordsmithing, but under "Limitations of Genetic Testing," you
might add the importance of ethnicity. There's nothing in here about that, that a test that's good
for one ethnic group is not appropriate for others. That is a concept that becomes important as

testers select it.

DR. KOENIG: Okay, we will take that under consideration.

MS. DAVIDSON: Just one more comment or observation about how this might be used to
force more specific genetic tests, and that is, again from the consumer perspective, what we're
seeing is that there are parallel developments in some cases of genetic testing brochures or
informed consent. So part of this question that we generated is that we should just be collecting

our resources and being sure that we're not duplicating. So that's where we were coming from.



© 00 ~N oo o b~ wWw N P

N NN NN R R R R R R R R R R
A W N P O © 0 N O O M W N B O

88

DR. KOENIG: Great.

DR. MANN: Thisisjust an observation that in newborn screening communities, that some of
the lay advocacy organizations, and certainly many of the states, have developed their own

similar type of brochures on newborn screening, and certainly as to how this can be used as a
template, what is the information that needs to be included and will alow flexibility at the loca

level to adapt it to their specific needs and to reflect their community needs.

DR. KOENIG: Well taken.

DR. KHOURY: Thisisagresat effort. Thank you for doing it. Just arelated observation.

I know this process was done with the idea of the use of genetic tests in either aclinical or
public health setting. My first question is whether or not there was any differentiation between
these two settings, because | never redlly found that out. The other observation is that many of
these processes -- | mean, there is afine line between research and testing, and especidly in the
rare disease community, sometimes you use genetic testing to gather additional data on
genotype-phenotype correlation and advance the state of research. A lot of groups are
developing paralel processes, including what we recently did as a group on the research aspect
of things. So | wonder, maybe in the next iteration of this, whether some group can take on --
what you have right now is a one-liner that says what will you do with the residua samples, to
expand on that and inform people that maybe we'll want to use your samples for additiona
research on genotype-phenotype corrdation. If you give this right now to people, it might be a

bit mideading, because for most conditions you till want to collect data along the way, and you
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want to marry atesting protocol with aresearch protocol. At least that's my reading, because

there israrely enough information, and it is an iterative process, as our friend kegps telling us.

DR. KOENIG: To respond to both of your points, first, we definitely did mean it to be applied to
both the public health and the clinical context, so | think that was our intention for the generic
brochure, because obvioudly it includes newborn screening as an example, for example, which |
would consider sort of the primary public health intervention. But on the second issue, we're
acutely aware of this problem of the complex boundary between research and clinical
applications of testing, and that is one of the charges of our group. We specificaly were
directed by the rest of SACGT to begin with clinical, because that was sort of a black hole and
because there was so little guidance in that area. So that, | think, I'm going to turn to that topic

now if there are no additional comments on the brochure.

MS. UHLMANN: Hi, thisis Wendy Uhlmann. | just wanted to say it was certainly very much
achalengeto pull this al together to try to address al different types of genetic testing in one
brochure. | hope that it actually can be redlly perceived as a stop-gap measure at this point in
time and that we can go on to develop more brochures that would be specific to predictive
genetic testing, for example, or, as others have brought up, to pediatric genetic testing, because |
think that would aso help in terms of not having alot of extraneous information all in one

brochure.

MS. CARR: | just wanted to ask Muin a question to clarify your point. Are you suggesting that
we add something more to this? Because | do think that there was some sense that we didn't

want to look as if we were promoting people getting -- you know. So | think that's why it
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doesn't speak to that in any greater depth. But if you're suggesting that it should, then we should
talk about that.

DR. KHOURY: I'm not sure what I'm suggesting. |I'm suggesting that this group has done a
marvelous job in thisinitia phase, and as we move on to the next phases, whether this group or
other groups want to tackle it, it's very rare in this current climate that genetic testing will be
offered aone in the absence of aresearch protocol. So somehow those principles might have to
be discussed and further elaborated on. | think you've done the task at hand. | was posing this
as a question to the group as to what you want to do with it. |1 mean, I'm not advocating one
way or another.

DR. KOENIG: 1 think your point is well taken, that perhaps one of the questions we should urge
consumers to ask isisthis part of research. | don't think that's part of the document now. |

don't have every word in my head, but that might be useful, just as aflag.

DR. PENCHASZADEH: Just to follow up on Muin, I'm not certain that your statement reflects
what is going on today with genetic testing. | think the issue is offering genetic testing to
patients without any regard to -- essentialy for clinical practice. Y ou might be thinking about the
things we've discussed here about predictive testing and the many tests that still don't have a
clear clinica utility or clinica validity. But for the most part, in many clinical settings, the genera
public is confronted with genetic testing for a practica situation and completely outside of the

research setting or for any research user, whatever that information will mean.

DR. KHOURY:: | guess I'm thinking of the new genetic tests that are likely to come our way in

the next 10 years.
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DR. KOENIG: Exactly.

DR. CHARACHE: I'm going to agree with Victor. | think there'salot of testing that's
unassociated with research, and this whole concept of saving specimens for advancing research
and controls and al the rest of it is so laden, burdened with an awful lot of superstructures. So |

probably would not add it in this particular brochure.

MS. CARR: | just wanted to get the Committee's sense of the point Judy made about when we
actually commission somebody to work on the readability of the document. | think our rationae
in doing it after the public comment process was that we thought we may get comments that
require some modification of the brochure, and then we'd have to go back and work on the
reading level then again. So | think we had some hope that the public would understand that we

had not achieved the right reading level, and | think it was a cost-saving thing.

DR. LEWIS: My only point isthat if were trying to get this at the reading level that will be
useable for patients, we're going to exclude an awful lot of people from being able to give us
intelligent comments if the brochure is above their reading level. So we should be producing
something and sharing something that we think is at the level that people are going to useit. So |
hear what you're saying about the cost, but | think that the cost of not doing it may be greater,
even if it'snot perfect. The cost of not doing it, you're going to exclude awhole lot of people. If
our goal isto reach out -- | see Mary shaking her head. | can hear therattling. But if the goadl is
to make sure that this is sensitive to a bunch of groups and not just to middle- and upper-class

educated folk that are not representative of the population, that was my concern. It wasjust an
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advocacy access issue.

DR. McCABE: | don't know if staff would want to take a shot at that. | used to do things for

patient brochures, and the key is making the sentences short, the paragraphs short, and the

words short.

DR. KOENIG: Perhaps we can just make a staff effort at it at this point to try to get the

readability down. | think that's a good suggestion.

DR. McCABE: You can seeif it is possible to do.

DR. KOENIG: Right. Ann, and thisisthe last comment on this, because the other topicis

actually much more difficult in some ways.

MS. BOLDT: | would dso like to have the full SACGT Committee make comments on it

before it goes out to the public, because | do have some others. | mean, | think alot of usdo, if

we could just have afew weeks to do that before you sign off on the public, to consult on.

DR. McCABE: Y ou want to move on?

DR. KOENIG: Do we want to do another modification, though, before we send it out for public

comment?

MS. CARR: Ann, can you clarify that? | mean, isit extensive? Just afew words here and
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there?

MS. BOLDT: Right.

MS. CARR: Because | think that's certainly doable.

DR. KOENIG: Our last meeting was scheduled for September 12th, so our group sort of got a
little bit out of sync in terms of the pace of our work. So | want to make sure that we're
producing things as we need to. 1'm going to move to our second task. Pointsto consider in
some ways is not the best title for this. What we're redlly trying to do is figure out how to -- one
of our main tasks -- originally in our oversight report, the full SACGT recommended that one of
the key issues in genetic testing in the future was going to be to make sure that there was
adequate informed consent for particular tests as they moved into clinical practice. So with that
as background, what we've been thinking about is a mechanism for accomplishing that. These
are the things I'm going to talk about. 1'm going to talk about the purpose of what we're doing,
the principles behind it, objectives, again audience, test dimensions, characteristics, consent
consderations, informed consent models, and then issues that we have come up with in our very

extensive series of meetings on this.

So why is informed consent so important for genetic testing? I'll just do alittle bit of history.
The firgt bullet point, limitations regarding clinica vdidity, clinica utility, is basicaly meant to
address our general strategy of the Committee, which is that we don't want the new FDA
process to be overly restrictive in terms of alowing tests out on the market, so we actualy fedl

as aprinciple that we're asking informed consent to do alot of work out there in the redl world
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in terms of making sure that tests get used appropriately. It's not going to be dictated by the
FDA interms of when anew test is released, and aso tests will be released and have multiple
uses. Thereasoisgoing to be, as| was just saying, a gap between diagnostic and therapeutic
capability. That will continue. Information is complex, and there are implications for family
members. So the issue of informed consent for genetic testing just has this element of being
different than informed consent for other kinds of procedures and tests. Benefits and risks, or
we might say the pluses and minuses, which might be a less technical way of saying it, are not
well defined and can differ for each individual, and assessments may be based on persona
values. So when there are no therapeutic interventions available after ated, it's redly the value
dimensions that become the most important. Also, in spite of al of our best efforts, in some

ways there is ill limited patient and provider education available on genetic testing.

So why do we need a points to consider for genetic testing? The informed consent decision-
making process can help assure appropriate test use. We're hoping to make sure that somehow
in the informed consent process there will be an appropriate consideration of is this test the right
thing to do at this point in time. We think it enhances patient participation in the testing process.
Asweve |ooked over the issue of what are the current standards for informed consent for
clinical use of genetic testing, there are no nationa standards, and there's quite variable practice.

Evenin things likein prenatal testing, for example, you might have informed consent for the
invasive part of doing an amnio, but not for the genetic testing element of it. So the practices are
extremely variable. We think that this provides a framework that tailors the consent process to
the nature of genetic tests and patient needs, or that's what we would hope, that we could

provide a framework.
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The principles that we're working under, the first is that informed consent is necessary, and this
isimportant. We're basically not asking a yes/no question about informed consent. Were
beginning with the idea that informed consent is essentia in al clinical work. So informed
consent is necessary for genetic testing performed in aclinical setting, but the nature of the
consent process will vary depending on the characteristics of the test and the implications of the
results. There must be good sources of information about tests for patients and consumers to

support the consent process.

So our objective redly has been to develop aframework for determining the degree of informed
consent needed, or you might want to say the level of informed consent or the type or the ided
model of informed consent needed for new genetic tests as they're introduced into clinical
practice and public heath. So what we've been trying to think through is something that's
pragmatic and that facilitates decision making -- and we really mean the word pragmatic; we
don't necessarily want to be burdensome in terms of just extra paperwork and extra signatures,
those kinds of things -- based on arational relationship between specific characteristics of
genetic testing dimensions and consent practices. From the beginning, we've been looking for
some sort of amodel where the consent requirements would be modest in clear-cut Situations
when there really were few risks, for example, but that the informed consent process would be

much more robust in situations where it was a very complicated genetic testing setting.

One of the issues we've been dealing with as we've been having a series of meetings about
these issuesis if we create a process for assigning categories to new genetic tests in terms of
what level of informed consent should go with a new test -- a new test comes on the market,

what kind of informed consent will we want to see applied in clinical practice with that? Who
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realy will be the audience for this mechanism that we've been developing? We came up at our
last meeting with awhole series of a number of different audiences. Our main goa was to
inform and make recommendations to the Secretary of HHS and possibly to FDA aswsll,
because, for example, you might imagine that there would be certain tests where we would want
to -- and I'll come back to this -- actually make a recommendation about what kind of informed
consent would need to be associated with a new test as it was coming on the market. So
policymakers is an important audience, test developers, professional societies, again disease and
patient advocacy groups, and providers and consumers. What we've been trying to imagineisa
system where we would have one overal framework but then have different versions of this
overadl framework for assigning informed consent levels that could be used in different
situations. So especialy in terms of providers and patients and consumers, you don't want to, for
example, have a physician in their office go through the same sort of process about what level of
informed consent is required as you would have someone in a professional society trying to
make a recommendation about genetic testing in general for a specific procedure. So we're
hoping to try to target this to particular groups, and | hope that's clear. Please fedl free to ask

questions if there are some points that don't make sense.

So what are the dimensions of the test itself that may influence the model level of informed
consent that we would recommend? Well, dovioudly, the purpose of the test isimportant, the
characteristics of the test, the disease characteristics, and what we're calling collatera

implications, and I'll go through each of those.

The purpose of the test, thisis essentialy the same sort of materia that was in our generic

brochure. Isit diagnostic, predictive, presymptomatic, pharmacogenomic, et cetera. We're very
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sengitive to the issue that there are certain kinds of tests that don't need the same level of
scrutiny as something like a predictive Huntington's test. So, for example, certain kinds of
pharmacogenetic tests might not require that same level of scrutiny or oversight or issuesin

terms of required signatures, et cetera

So in terms of test characteristics, the key issues that we talk about continually are vaidity and
utility. Interms of disease characteristics, severity, effectiveness of therapeutic interventions,
availability and accessibility of trestment are the kinds of characteristics you would sort of put
into the pot as you're trying to stir this up and decide that on the other side we want to come up

with some ideas about informed consent levels.

Collateral implications. The sorts of issues that are important are psychologica and social
consequences, potential for stigmatization, family implications, potentia for employment and
insurance discrimination, and pleiotropic potential of results, which basicaly means tests that

might predict more than one thing. | think that's the best way to think about it.

In terms of test considerations, | want to go through a couple of issues. First, in terms of the
purpose, does the purpose of the test influence the consent process? So, for example, you might
have the same test that has been approved, but does a prenatal or a predictive test warrant a
more in-depth consent process than a diagnostic or therapeutic test? Often it will, so we have to
find away that the model istied to the purpose of the test rather than just the fact that you're
looking for a particular mutation. Then test characteristics. What aspects of the test influence
the consent process? For example, if the clinical validity of the test for the patient's population is

uncertain, should the consent process be more in-depth than if it islow or high? Disease
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characteristics. What aspects of the disease influence the consent process? If it's not treatable,
should the consent process be more in-depth than if there are treatments? Collatera
implications. What are the non-medical issues that must be considered? If atest has significant

personal or familia significance, should the consent process be more in-depth?

Let me now move on. Traditionaly, people who have thought about informed consent, it
includes four dimensions. There's a dimension of disclosure, comprehension, the decisiona
capacity of the individual, as well as voluntariness. That gets trandated into four specific
practices. These are information disclosure or the process of actualy disclosing information. A
few people are nodding. Annisnodding. Thisisgood. It sounds like this makes sense.
Assessment of comprehension. Y ou need to make sure that in the consent process, the person
understands what you're talking about. Then the third areais what actualy happens. We
started off by calling it decison-making process, but then we added this idea of continuum,
because in some situations we don't want to presuppose the idea that there's necessarily going to
be a very big-ticket decision process. In some situations, certain tests, like newborn screening, it
may be more a routine recommendation, as opposed to an elaborate process. Finally, there's
usually some eement of documenting consent. Again, remember that we're talking about

informed consent in the clinical context exclusively, not in the research context at this point.

So in terms of information disclosure, the key issues are what information is necessary, how
should the information be presented -- and we've had some idea earlier of some of the potential
for technology in terms of making al of this different kind of information and presentation better
in the future perhaps for potentia patients, as well asfor clinicians -- are there are issues of

assessment of comprehension. Isit necessary to assess comprehension, or isit so routine you
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don't need to? And what if the patient really doesn't understand? What do you do?

Finally, or third, the decison-making process and continuum. This has been the issue we've
spoken about that we've had the most debate about. What we have come up with is a sense
that there's sort of adimension of this, that there might be certain kinds of tests where, if you
think of thisamost as a scalar kind of quality, at one extreme you have an idea that a provider
might make a very directive recommendation about a test because the benefits are very clear-
cut and therisks are low. In the middle you have amodel of shared decision making with
clinician guidance. We didn't want to have amodel that didn't have some element of clinician
guidance because we think that's appropriate. Then finally at the other extreme, you might have
shared decision making governed more by persona choice or values. So in that Situation you
would have aless directive approach because the issues associated with taking a test are

perhaps more to be governed by personal choice and values.

Then there's the issue of documentation, and we've talked about some of these things. But
when in clinical care do you want a signature to be necessary? We were pretty clear in terms
of our principles at the beginning that we didn't want to require signatures so often that they
would lose their meaning. We wanted to reserve it for when it was areally meaningful event.
When should a check-off be required; for example, in terms of alaboratory not doing a test
unless they have a check-off? You aso might ask what really does the signature connote? Isit

comprehension, voluntariness? In some ways, it can be both.

Wendy Uhlmann actually helped think through this dide, which | think isuseful. Thisisn'ta

complete view of everything that were doing, but thisis an attempt to summarize what | was
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just talking about in terms of the consent continuum in clinical practice. Y ou can see at your
right, corresponding to aminimal level of consent would be the idea that the clinician might
perhaps be somewhat directive or perhaps feel comfortable making a recommendation, and
there might be alow degree of personal choice. A newborn screening was one example we
came to at one extreme. Then at the other extreme, in the non-directive situation, we have a
high degree of persona choice; for example, in the situation of a predictive genetic test with no
trestment. That's an idea of the consent.

| should aso say that we've worked very hard to try to think through al the background steps of
this, and we basically have the same set of problemsin dealing with this asthe full SACGT did
in terms of coming up with a classification mechanism for genetic tests. So we re-created a lot
of the discussons. But we had at the moment in terms of how do you think through classifying
testsin terms of level of scrutiny required, it's fundamentally the same tasks that we've been

dedling with. It'savery, very difficult task.

Thisis fundamentally one of the first things we came up with, and I'll have to talk you through
thisand explainit. Acrossthetop axishere-- 1, 11, I11, 1V -- these are the different possible
models of informed consent in clinical genetic testing. We're not necessarily cdling them levels,
but in away thereis a sense of intensity that thisis the highest level of procedure in terms of
documentation, and this would be the lowest. So across the top is the different kinds of consent
models, and across this dimension are the four elements of consent that we talked about or the
four kinds of practices that go aong with informed consent, the information disclosure piece, the
assessment of comprehension piece, the decision-making process and continuum, what actualy

goes on there, and then the whole issue of documentation.
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We came up with the idea of four levels because it seemed that, again, because of the issue of
wanting to -- if we had just two or three, it seemed that we would be too often requiring a high
level of documentation and, for example, signatures, and that would then become meaningless.
I'm not exactly sure about the best way to talk this through. One might, for example, if you think
about thisin terms of an example of newborn screening or a routine diagnostic test -- diagnostic
probably isn't a good example, but the information disclosure might be very basic and routine,
and the consent required of the individual being tested could just be a verbal assent, basically,
like in agtuation of newborn screening. In terms of the decision-making continuum and this
issue of directiveness, direct recommendations versus more values focused, thisis the dimension
where there would be a strong provider recommendation, and there might not necessarily be a

particular requirement that there be documentation at any level.

But let's take the other extreme so you can perhaps see the extremes first, and then we can
work back into the different levels. For 1V, thiswould be the highest level of very complex
information to explain. So we cal this an expanded model where perhaps you would want to
give the person information in writing, as well asin some kind of clinical interaction. Then aso
the other issue in informed consent at a theoretical level is that there are two models in the law
in terms of how you provide information in an informed consent. One is do you just need to give
information that the average person would understand, or do you actualy need to provide
information tailored to a particular individual? We think that there might be some situations
where you have to tailor the information disclosure to the needs of a particular patient or family,
and the focus of some of the information disclosure might be on these values and choice issues,
aswell asthe clinical issues. Something like Huntington's and possibly certain kinds of breast

cancer, genetic testing might fall in thismodel. Then again, the assessment of comprehension
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would perhaps be individually tailored, and there might even be situations where you would want
to require some kind of atest or an informal test. For example, in a counseling setting, that's one
of the main things the counselors do, to actually make sure that people understand what you're
telling them. The decision-making process piece would be, again, based on this notion that
choice, as opposed to directiveness, on the part of the provider, would be highlighted, and
possibly this might be a Situation at the highest level of scrutiny where you actualy would
recommend that the process of consent be phased, as opposed to just a one-time encounter.
That's the case with certain kinds of testing now. |sthat built into the Huntington's protocol, that
there's a phased decison making? Then finally, in terms of documentation, this should be
documented somehow in the record, that there be signed consent, and that possibly there would
actually be a checkbox on the laboratory recommendation. So this would be the highest level of
scrutiny so that the test would not actually be run at the lab unless there was documentation on

the part of the person ordering it that the informed consent process had actually been done

appropriately.

Then you can see levels |1 and |11 are meant to be in some ways intermediate. | think | don't
have time to go through this. We can come back to this if people have specific questions. Let
me move to the questions, and then we can come back. But you can seethat on all these
dimensions -- for example, on |1, it would just be a smple documentation, if it was a clinica
encounter, in the person's medical record, and the only situation where there would actually be a
requirement for signed informed consent would be at the highest level. Obvioudy, we would
want avery good processin al of these levels, but the documentation of signed consent would

only be a the highest level.
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So basicaly, what we've been trying to do is to fill in this black box in the middle in terms of a
classification methodology. So imagining a new test coming on the market, or we could think
about doing thisfor al old tests too, but that's fairly daunting, what happens and who should do it
in terms of assgnment of atest to a particular consent model, assuming that a four-part model

like | just presented would be some version of what eventualy we would recommend?

So the questions that | want to ask the Committee to address today are, first, | showed you a
dide of the audiences in terms of the Secretary for HHS and professiona organizations, so are
these the right audiences for this document that really fillsin that black box? Should the report
be targeted to the FDA aswell as professionals and consumers? Second, does the SACGT
wish to recommend that FDA mandate types of consent for certain tests or types of information
that test developers must provide? Do we want to make recommendations about process?
Should we recommend that deemed organizations be employed? For example, could we
recommend to the Secretary that some of this work about the level of consent for a particular
kind of test might be done by a professiona association, for example, as opposed to throwing it
al on FDA? Then what form of consumer involvement should we have at this point in terms of

understanding the genetic tests?

Weve taked alot, and Ginette Michaud has been very helpful from FDA in terms of helping us
think this through. For those of you who haven't been part of that conversation, at the moment,
on the device side, there redlly are no precedents, or there is possibly one precedent for a
product being released with a requirement that informed consent be done. It sort of comes as
part of the package insert. So basically what we've been encouraged to do is to simply think

outside of the box in terms of what would be the ided situation, and then to make that
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recommendation and we'll see what the issues are. But it may be complicated because, for
those of you that know the FDA, it gets into the issue of would this be considered, for example,
too much infringement on the practice of medicine if you actually made specific suggestions

about informed consent?

MS. BARR: Ed, can | say something? | just want to say that this was a topic of alot of
discussion, and even some confusion, | would say, on our part as we tackled it. But where |
come down is a dightly different approach, which isthat FDA does require labels with drugs and
devices, and there are review panels that make recommendations to FDA. So it seemed to me
that part of what a panel review would do would be to look at informed consent information that
should be included in a very readable form, an appropriate readable form with the approval of
the test, and that that then would be available to providers. We have to find away to make it
available to providers and consumers. Buit it's building on the notion of the [abeling to get the
appropriate information attached to the appropriate test. | recognize that that only solves the

problem once and does not address off-label use, but it is away to move forward.

DR. KOENIG: Thanks, Pat. That's a helpful comment. So, just to conclude, thisisthe last
dide | think. We've been working very hard, but we've discovered that thisis an incredibly
complex conceptua task. Basicaly, what we're doing to try to take all those different
dimensions of testing is taking multiple dimensions, some of which are -- it's like creating this

modd in multi-dimensional space to see how all these thingsinteract. 1t's been very challenging.

So have we appropriately identified the different models or levels of intensity for informed

consent for genetic testing in clinical practice? Back to those four models | showed you. And
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what approach should the work group take to devel oping a classification process to determine
the appropriate model of consent for particular tests; i.e., what's inside the black box that |
showed? We've worked through two different ways. One isamore narrative kind of thought in
terms of that we wouldn't actually try to have a specific formula of how to get from point A to
point B, but that rather -- and this gets back to Pat'sissue. For example, atest devel oper might
have to work through alist of points to consider, and then actually when anew test is presented
to FDA for gpproval, they would then recommend alevel of informed consent to be put in the
package insert associated with that test, which | think is what Pat was just describing. A second
idea which we've played with and we actualy developed about four or six different models of
this-- | mean, we've just spent an enormous amount of time on it -- would be a more formal
decision tree that would be used by either regulatory groups. We've been having some
disagreements -- not redlly disagreements, but we've just been struggling with the issue of which
is the best approach at this point in time in terms of figuring out. So the issue iswhat kind of an
approach, and to FDA and other groups, what sort of approach, a points to consider approach

versus a more decision tree approach.

So let me go back to the questions and open the floor up for discussion. | redlize that thisis very

complicated and we reglly have been struggling. We have 15 minutes or so to talk about it.

DR. BOUGHMAN: | still have amgjor disconnect here, that vis-a-vis Pat Barr's comment on

labeling and the test going to market and the FDA process. If you take it through that route, that
makes sense to the point that you understand that the labeling and the purchaser of what is being
marketed is the laboratory. My question is how does that relate to this consent process, which in

fact occurs at the point of ordering the test? So far you've only said that there was a check box
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that informed consent had been obtained in the laboratory. That was the only connection
between those two. But most of these points to consider, the real challenges, the complexities

arein fact disconnected from the marketing performance.

DR. KOENIG: Right, and we've struggled with that issue of not wanting to make the lab do
more than they can do, because that doesn't make any sense. Pat is a member of our

committee. Do you want to address that?

DR. CHARACHE: Yes. Theoreticaly, thereis not a disconnect, but it would have to be made
clear that there's not, and | think it would be burdensome to the laboratory. The reason there's
not a disconnect is because under CLIA, the laboratory has to establish their criteria for
declining to do atest when atest is not acceptable. So if the test is, in fact, not acceptable
unless you have informed consent, it is theoretically the laboratory's job to notify in whatever
their dissemination is of what tests are available to indicate what the requirements are to obtain
that test. So between CLIA and the FDA, theoreticaly it would be there. 1t would be a difficult
thing for the laboratory, particularly a reference lab like LabCorp or Quest, to be sure that all the
doctors knew how to do that. But every lab who first gets the specimen that they're then going
to send on to LabCorp or Quest would have the responsibility to get back to their users and tell
them that it's required to obtain thistest. So theoreticaly it could work. In fact, it would be not

easy to achieve.

DR. BOUGHMAN: And it may indeed be ideal under that theoretical scenario. I'm actualy
looking at it more from, if you will, even the bigger picture that our real goa here is protection of

the patient or the consumer. From the consumer's point of view, not only from the |aboratory's
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point of view or from the physician training point of view, are we making great expectations.
But it seems to me that we are not facilitating protection of the consumer, except by making this

very, very complicated. But | realize how dense anissueit is.

DR. KOENIG: Let's get all the comments out. Sarah, can you keep track in terms of who

wants to speak?

DR. LEWIS: | guessthe disconnect I'm having is the disconnect at the level of the individua. It
seems to me that the model predisposes that we know what individual valuesare. | mean, I'm
looking at the same thing, that there might be the exact same scenario that might have atotaly
different meaning for two different individuals. So | think that by pre-imposing a top-down
model, we might be putting something into minimal consent that for a particular family isabig
deal, and we might be putting something into maximum consent that for a family who has been
dealing with this problem for three or four generations it's now become pretty routine and they
really do understand the implications. So | worry alittle bit about a model where those of us
who are "experts' are, in a somewhat paternaistic way, deciding what the level of meaning or
thelevel of risk isfor afamily, because having dedlt with people where something that seems
pretty routine is areally big deal for some people, and for other people something that seems
realy complex to usis pretty routine because they're highly sophisticated consumers. So | just
want to make sure that as we put a model together, it seemsto me that it's sort of like being
pregnant. It's hard to be alittle bit pregnant. It's hard to be just alittle bit informed. So | guess
what | want to make sureis that we've got s